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BBEJAEHHUE

AKTyaJIbHOCTl) TEéMa HCCJICA0OBAaHUA

Bpoxnéuubiit Oymn€snbiii snunepmonus (BbBJ) sBasercs penxum (opdhaHHBIM)
F€HETUYECKUM 3a00JieBaHUEM, KOTOPBIM BOMIEN B ATOT NepedyeHb MUHUCTEpPCTBA
3npaBooxpanenus Poccum ¢ mas 2014 roma. CormacHo nyHkty | cratem 44
®enepanbHoro 3akoHa oT 21 HosOps 2011 roma Ne323 ®3 «O6 ocHOBaxX OXpaHbI
310poBbs rpaxaaH B Poccuiickoit denepanun» opdanHHbiM cuuTaercs B Poccuiickoit
®enepaunu 3a00sieBaHUE, MMEIOIIEE pacnpocTpaHEHHOCTh He Oonee 10 ciayyaeB Ha
100 000 nacenenusa [52]. OgHako B NEPEUYEHb KU3HEYTPOXKAIOIMIMNX U XPOHUUYECKUX
MIPOTPECCUPYIONMINX 3a00JIEBAaHUN, MPUBOMASIINX K COKPAIICHUIO MPOJOJIKUTEIBHOCTH
KU3HU uinu  uHBanugHocTH (DenepanbHbli  peructp), B LedsIX oOecreyeHus
JEKapCTBEHHBIMU TMpenaparamMu, CHEeHHAIUN3UPOBAHHBIMU MPOJYKTaMHU JI€4eOHOTrO
MUTAHUS U MEePEeBSI30YHBIMU MaTepuaniamu O0osibHbie BB He Bomnuiu [40]. Mexay tem
KaTeropus OOJBHBIX C 3TUM I€HOJEPMATO30M MOKU3HEHHO HYKJIAIOTCSA B 00ECIIeUeHUH
U3/ICNIUSIMU  MEJIMIIMHCKOTO Ha3HaueHus. PerroHanbHbId OMOKET 00ecreuyrmBaeT HX
JEKapCTBEHHBIMU CPEJICTBAMU B COOTBETCTBUM C Tpuioxkenuem Nel IloctaHoBieHwus
IIpaBurensctBa Poccuiickoir ®enpepanmu ot 30 wmronsa 1994 r. Ne 890 "O
rOCyJJapCTBEHHOM  MOMAJIEPKKE Pa3BUTHS  MEIULUMHCKOW  MPOMBIIUIEHHOCTH |
YAy4lIEHUH  OOECIEUEeHHUs]  HACEIIEHHST W YUYPEXKACHUN  3JpaBOOXpaHEHUS
JIEKapCTBEHHBIMU CPEJACTBAMU W U3JACIUSMHM MEIULMHCKOTO HaszHaueHus' [41] kak
IPYIIY HACEJEHUSI C KCUCTEMHBIMU XPOHUYECKUMU TSIKETBIMU 3a00JIEBAHUSIMU KOKI.
Bnepseie B 2019 romy MuHnuctepctBO 31paBooxpaHeHus PecnyOnuku Jlarectan
cHaOauino OosibHBIX BBD romoBoil MOTpeOHOCTBHIO JEKAPCTBEHHBIX IMPENapaToB U
MEepPEeBsI30YHOT0 Marepuana. bbul  00BsBIEH TeHIEp, NpOU3BeAcHA 3aKylKa W
pacripeielieHue JEKapCTBEHHBIX CPEJICTB MO palioHaM MPOKUBAHUS MAIIMEHTOB.

B To xe Bpemsi coriacHO MyHKTy 8 mpukaza MUHUCTEpPCTBa 3/paBOOXPaHEHUS
Poccuiickoit @eneparuu ot 15 Hos10psa 2012 roga Ne917n «O06 yTBepKIeHUM MOPSIKA

OKa3aHUs  MEIUIMHCKOM TOMOIIM  OOJIbHBIM €  BPOXICHHBIMHU U (WIM)



HACIIEJICTBEHHBIMU 3a0o0JieBaHUsIMUY» (3aperucTpupoBaHo B Muntocte Poccun 21
neka6ps 2012 r. N 26301) «npu HaTUUIUM MEAUIIMHCKUX MMOKa3aHUM JieueHHe OOJbHBIX
MPOBOJIUTCS. C TMPHUBJICYEHUEM Bpayeld - CIEHUAINUCTOB MO CIEHUAIBHOCTSIM,
MpelyCMOTPEHHBIM HOMEHKIIaTypol CrielMaibHOCTEN CHENUAIUCTOB...» [43]. UMeHHO
nauueHTel ¢ BBD B mporecce auHaMHYECKOro HaOMIOACHUS HYXKIAIOTCS B
KBaTU(UIIMPOBAHHONW  MEIUIMHCKOM  MOMOIIM,  TpeOyrolieil  HCHOJIb30BaHHE
CIICLIMAJIbHBIX METOJIOB M CJIOKHBIX MEIMIMHCKHUX TexXHoJoruu [54]. Mpbl usyuunu
COCTOSIHME BOIIPOCAa CO CTATUCTHYECKUM YUYETOM OSTHUX OOJIbHBIX, 0OECIEYEHUEM HX
NMH wu okazaHueMm croenuaiu3upoBaHHON MeAuIMHCKON momoimu B PecmyOnuke
Jlarecran.

Tak, B PeciyOnuke [larectan Bbicokasi pacnpoctpanéHnocts BB, ognako B 'BY
PJ1 PKB/I u Mun3znpase Jlarectana He BeAETCS pecnyOJUKAHCKUI PErucTp OOIbHBIX
BbED. Onu HaxonmsaTcd Ha y4yé€Te y CIELHUAIUCTOB IMEPBUYHOTIO 3BEHA IEHTPAIBHBIX
ropoackux (LII'B) wu paitonnsix (IIPB) OonbHuIl. AKTyalnu3upOBaHHBIM CIHUCOK
nanreHToB BBD, mpoxuBaromux B pecrnyOinKe, Mbl YTOUHWIM MYyTEM MUCHMEHHOTO
3anpoca rnaBHbIM BpauyoMm Bcex JIIIY cyObekrta. bbuim mocTaBieHbl BOMPOCHL O
KonnuecTtBe OonbHbIX BBD, cocrosiux Ha JuUCaHCEpPHOM YuéTe, UX BO3pacTe H
Pa3BEPHYTOM  KJIMHUYECKOM JMArHo3e, HAJIUYUU HWHBAJIUAHOCTH, OO0ECIEeUEeHUH
M3AEIUAMU  MEIUIMHCKOTO  HA3HAYCHMsS, OKa3aHMM WM  CUMITOMAaTUYECKOU
CIIELIUATIM3UPOBAHHON MEIUIIMHCKOW MOMOIILIH.

CornacHo noctynuBmMM oTBeTaM, B Jlarecrane Ha Hadaio 2020 roma B
MEepBUYHOM  3BeHEe  uHciauiaock 146  OonpHeix BBD  u, ciemoBaTenbHO,
pacupoCTPpaHEHHOCTb, COTJIACHO ATUM JTAHHBIM, JOJKHA COCTABIAThH 46,6 HA 1 MUIITUOH
Hacenenus Jlarectana. B To ke BpeMsi B peructpe pecimyOIuKaHCKOr0 T€HETHYECKOTro
nentpa 3Havarcs 103  OonbHbix BBD. BelmensnoxkeHHble TPOTHUBOPEUUBBIC
CTATUCTUYECKHUE JaHHBIE YKa3bIBAIOT HA OTCYTCTBHE NOKHOTO yuéta 00ibHbIX BED B
PecnyOnuke Jlarectan. Mbl mpoBenM aHaliW3 NPEAOCTABICHHBIX PYKOBOJIUTEISMHU
MEIUIMHCKUX YUYPEKJICHUNM OTBETOB Ha IMOCTABJICHHBIE HAMHU BONPOCHL. JTHU JaHHBIE
MO3BOJISIIOT ~ IIUPE HU3YYUTh COCTOSIHUE TMpoOJieMbl  y4yé€Ta, MpeAoCTaBICHUS

MEJIUIIMHCKUX YCIYT W JIEKapCTBEHHBIX MpenapaTtoB 0oibHbIM BBD B pecnyOnuke. B



Tabmuie 1 oTpakeHbl [JaHHBIE O HAJIUYUU WHBAJIUAHOCTH, IIOCTAHOBKU Ha
JUCTIAHCEPHBIM Yy4€T U mnpoduiib CHEHHAIMCTOB, BEAYIIUX WX JAUHAMUYECKOE
HaOII0/ICHUE.

[To manubiM Tabmuuer 1, 74,7+£3,6% OonpHbix BBD mpu3HaHbl MHBAIMAAMU, H,
CJIE0BATEIbHO, OOECIeUeHbl MepaMH COIMallbHOM 3ammuThl, a 15,1+2,96% He
Mpe0oCTaBUIN MaTepuabl B MEJIUKO-COLIMAIbHYO AKCIEPTUIY TUTSt
ocBugerenbcTBoBanus U 00 10,3+2,98% wundopManus B NpenoCTaBICHHBIX OTYETaX
orcyrctByeT. M3 Tabmuubl 1 BeiTekaer, uro 112 (76,71+£3,5%) mnamuentoB BBD
MOCTaBJICHbl HA JUCMAHCEPHBIA YUET U OOJbIIE MOJOBUHBI ClIeNIadyd 3TO B BO3pAcTe 10
2-x ner — 54,144,12%. Opnako 17,1£3,12% ne HaOmromaroTca y CHelUanuCcTa
NEepPBUYHOrO 3B€Ha, a HHpopMauus 00 6,16+1,99% otcyrctByer. D10 Tpedyer
oOcnenoBaHus Bcex nanueHToB BBD M mocTaHOBKM MX Ha JAMCHAHCEPHBIM YYET IO
MECTY KHUTEIbCTBA.

Cornacao Ta6muue 1, 46,57+4,13% mamueHTOB HAXOIATCS TOJ AUCIAHCEPHBIM
HaOJIOJICHUEM  PECIyOJIMKAaHCKOTO  LIeHTpa  renetuku, 74,7£3,6% — vy
JepMaTOBEHEpoora amMOyJIaTOPHO-MOIUKIUHNYECKOro 3BeHa U 2,05+1,17% — y
neauatpa. OJIHOBPEMEHHO Yy [JIBYX M3 OJTUX CHEHUAIMCTOB HaOmojgatorcs 65
(44,5+4,11%) nantuentoB BBD. He BoBiiedeHbI B Mpoliecc JUHAMUYECKOTO HAOIIOICHUS
CMEXHbBIE€ CIEIUATUCThI, YTO HEMUHYEMO BeAET K HApYUIEHUIO ONTUMAJIbHOU
MapuIpyTU3aluK, CHIKEHUIO YPOBHS MPEAOCTABISIEMON MEIUIIMHCKON MTOMOIIM U, KaK
CJIEICTBUE, PA3BUTHUIO TSAKEIBIX OCIONKHEHUM, a TaKXKE€ 3HAYUTEIbHOMY YXYAIICHUIO

KadyeCTBa KHU3HHU 9TOTO KOHTHHI'CHTA OOJBHBIX.



Ta6nuna 1- MuBanuaHOCTh U AUCNaHCepHOE HaOmoieHne 60apHbIX BB

HNHBaIuaHOCTDH
NHBaIuIHOCTL UMeeTCs HNuBanuanoctu | Becero (n=146)
Bo3pacrt o 2 aer 2-7 Jaer 8-15 ger 15-30 aer Crapme 30 |Her
MOCTAHOBKU
Ha Y4€T
[TarueHTHI 45 22 10 20 6 22 131
BBED (uenosek) | (30,82+3,82%) | (15,07£2,96%) | (6,85+2,09%) | (13,7+2,85%) | (4,1£1,64%) | (15,1£2,96%) | (89,72+2,51%)
(ma 15

Utoro

109 (74,7+3,6%)

(10,3+£2,98%)
YEJIOBEK HET
nH(popMaIn)

JlucnaHcepHbIi yuer

IlocTaHoBka Ha

CocTouT Ha TUCITAHCEPHOM YUETE

He coctout Ha

Bcero (n=146)

JIVCTIAHCEPHBIN THUCIIAHCEPHOM

YYET y4dere

[TanueHTsI 79 18 9 2 4 25 137

BBD (uenoBex) | (54,1+4,12%) | (12,33+£2,72%) | (6,16£1,99%) | (1,4+£0,97%) |(2,74£1,35%) | (17,1£3,12) (93,84+1,99%)
Htoro 112 (76,71£3,5%) (Ha 9

CHGI_[I/IEIJ'II/ICT, Y KOTOPOro nmaiuCHThI COCTOAT Ha JUCIIaHCCPHOM yqéTe

(6,16=1,99%)
YCJIOBCK - HCT

nH(opMaIn)
l.T'enetux (u3 | 53 uenoBeka: 9 yenoBek: 6-emény - - 68
HUX Ha yuéte | l-Tonbko y 2-TONBKO Y Ne2 (46,57+4,13%)
elle y Ipyroro | reHeTHKa reHEeTHKa
cnenuanucra) | (Sl-emeuny (6-eme ny
Ne2; I-em€y | Ne2; 1- emé y
No2, Ne3) No2, Ne3)




IIponomxenue Tabmurb! 1

109
(74,7+3,6%)

2. Jlepmaronor | 78 4yenoBexk: 16 yenoBek: 9 - | 9 uenosek: (5- | 2 - TONBKO Y | 4- TOJIBKO y
(13 HUX Ha 26 - TONBKO y | TOJBKO y TOJIBKO Y JepMaroJiora | AepMaroJjiora
ydeTe ele y JepMarosora | 1epMaToJiora JIepMaToJsora;
IPYyroro (51 -emey (6 - emre yNel; 4 - eme yNel)
CHeUaInCTa) Nel; | -emey Nel n
1 - eme y Nel | No3)
u No3)
3. Ileguarp (U3 | 2 yemoBeKa: I -emey Nel u
HUX HA y4eTe l -Tonmpkoy | Ne2
elle y Apyroro | meamarpa
CHeUaIncTa) (1- eme y Nel
u Ne2)

3
(2,05+1,17%)

4. Tepanest (13
HHUX Ha yU4ETE
enie y Ipyroro
CIEHHAIINCTA)

5. Apyrou cenuanuct




B 3anpoce k paitonasim u ropojckum LI'b u 1IPb Takxe comep:xkaics Borpoc 00
OoKazaHHbIX OonbHBIM ¢ BBD wmeaunuuckoil momomu u ycayrax. OTBeTbl ObUIH

CHCTEMaTU3UPOBAaHbI U OTpakeHbl B Tabmuiie 2.

Tabnuna 2 - MeauuHcKast IOMOIIb, OKa3aHHas 001bHEIM BBD

IIpenocraBiieHHbIC MeauunHCKHE YCJIYru oka3anbl (n=146)

yCJIYIru aa HeT
[Tonyuaer Ot Ot 110 (75,34+3,57%)
MEPEBA30UHBIN rOCYJIapCTBEHHBIX | OOIIECTBEHHBIX YyesioBeK (10 JaHHBIM
MaTrepuall CTPYKTYD OpraHU3aluu: PaiOHHBIX

- JI€PMAaTOJIOTOB TIO
36 (24,7£3,57%) | MecTy perucTpaiun);

[Tomygaet Ot Ot Ha 2 (1,4+£0,97%)
ne4eOHOe MUTaHUE | TOCYAAPCTBEHHBIX | OOIIECTBEHHBIX OOJILHBIX HET
CTPYKTYP OpraHu3aIun nHbOpMaIU
I'ne oxazana Hanbosee kBaIupUIITPOBAHHAS
MeIUIMHCKas momotilb (yka3biBaercs JIITY naunboinee
BBICOKOT'O YPOBHSI OKa3aHUSI METUIIMHCKON MTOMOIIIH)
~ (]
= o H B 3
= < M 3}
= 2 0%l Q% XKoo= )
= | A O XA B E E 5 =
o = — = R T g = > 8 = =
Q 3 =g 4 S E S A5 A a8 e s
= I M = | EE8 ERE KL ¥ 2
o = S 5| £ ESEl 225 ax@| &
N o A = Al O % ol @ =9 < S S
2 S S| T 22 ST EEEE
o o = o = =~
S 5 5 883 ®g |BFE | ¢
= > 9 < e, =
53 = = T 9
o 2
= o
= [fa)
= o o —~ ~ 5
I X X o o ~ ~
S & IS S S e
x < N 3 3R % o 2
= <t S =) < “ 2
o -+ - o~
H H H| oo o i i o
o e cn| e H H H S
X o5 O | < N <t ~ H
~ N S - v N A
< ~ ~ ~ ~ ~ ~ —_—
<t Ne) ol = A e ~
= 2 | N ~ ~
<
s

Kak Bugno wu3 Tabmuisl 2, TOCYJApCTBEHHBIE YUPEKICHUS OKa3bIBAIOT
MalMEHTaM CIEHUATU3UPOBAHHYK) MEIHMIMHCKYIO MOMOIIb, KOTOPYIO mnoiayuyunu 144

(98,6+0,97%) OonpHBIX (Ha 2 mWaNMEHTOB HHpopManus He mnocTynuia), 109
y
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(74,7£3,6%) u3 Hux — B pecnyonukanckom u mexpaiionHom KBJI. Takum oOpasowm,
OoJblias 4acTh TaKuX NalUEeHTOB perucTpupyercs B CTPYKTYypax
JIEPMATOBEHEPOIOTUYECKOU Ci1ykObI pecnyonuku. HeobXxoquMo 0TMETUTB, YTO JIMIIb 2
(1,4+£0,97%) mnanueHTa MNOAYYWUIM MEAMIMHCKYIO IIOMOIIb B PECHyOJUKAHCKUX
YUPEKICHUSIX Y CMEKHBIX cielMaaucToB. Hamuio oTcyTcTBrE B3aUMOACHCTBUS MEKITY
CHEUUAIUCTAMU CMEXHBIX CIEIUATIbHOCTEH MO0 OKAa3aHUI0 MEIUIMHCKOW MOMOIIH
oompHEIM BBD. Jlng kKoopauHAIMM HUX MEXIUCHMUIUIMHAPHOTO B3aWMOJICHCTBUS
uenecoodbpazno cosznanne Komuccum mnpu llentpe BBD, co3gannoit u3 Bemymmx
CHELUAIUCTOB CMEXKHBIX CHEIUAIBbHOCTEH ISl KOHCYJIBTHUPOBAHUS M COTJIACOBAHUS
anroputMa MapuipyTtusanuu nanuerta ¢ BBD. M3 Tabaunel 2 Takxke BBITEKAeT, 4TO
MEepPEeBsI30YHbIN  MaTepuan mnoiydanu Jumb 36 (24,7£3,57%) wu Bce oOT
HErOCY/IapCTBEHHBIX CTPYKTYp, a JieueOHOe MUTaHue He moiydan HukTo. HeoOxoaumo
HaJa uTh YYET MAlMEHTOB M OPraHU30BaTh (PUHAHCHUPOBAHUE MEPCOHATUZUPOBAHHOU
3aKyNKH T[EPEeBS30YHOr0 Marepuaia cuwiaMd MUHUCTEPCTBA  3PaBOOXPaHEHUS
Pecniyonuku Jlarecran u I'bBY PJ] PKB/I.

[lo wundbopmauum, mnpenoctaBieHHo pykoBoauTenasmu JIITY, mbl npoBenu
aHaJgu3 KJIMHUYECKOrO JMAarHo3a, ¢ KOTOPBIM MAIMEHTHI COCTOSIT Ha JUCIAHCEPHOM
y4€Te U JAMarHo3, ¢ KOTOpbIM marueHT HampasieH B JIIIY Bpauom amOynatopHo-
MOJUKIMHUYECKOro 3BeHa (Tabnuma 3).

Kak Bugno w3 Tabmuupl 3, HAa MOMEHT MPOBEICHUSI HCCIEIOBAHUS Ha
JUCIIaHCepHOM yu€Te ¢ BepuduiupoBanHbiM TUnoM BBD coctosTt 38 (26,0+3,63%)
oonbHbIX: 29 (19,86 + 3,3%) ¢ OpOCTBIM BPOXKIEHHBIM OYJUIE3HBIM SMUEPMOTU3OM
(ITIBB2) u 19 (13,0 = 2,78%) c guctpoduyeckuM BpOXKIEHHBIM OyJUIE3HBIM
snuaepmonusoM (JIBBD). Tun BBD, kak npaBuio, ycTaHOBJIEH y HUX MO0 B OJHOM U3
(dbenepaabHbIX  HAYYHO-UCCIEAOBATEIbCKUX  LIEHTpaX, JHOO B  MEIUIMHCKOM
YUPEKICHUHN PeciyOIuKaHCKOTO YPOBHA. Mbl otMeTuiu, uto 67,12 + 3,89% O60nbHbBIX
COCTOSIT Ha JUCIIAHCEPHOM Y4Y€Te ¢ HEeyTOYHEHHBIM TUnoM BBD. Ilo »Toi mpuumne
MIPOTHO3UPOBATh pa3BUTHE Yy HUX 3a00JeBaHMs, MOCIEACTBUS MJisi MOTOMCTBAa H
OpraHU30BBIBATh  MEPCOHATU3UPOBAHHBIE MPOPUIAKTUUECKUE MEPONPUSITUS  HE

NpeACcTaBiaseTcss BO3MOXHBIM. Tun wu cyorun BBD B Hamelh  cTpane
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UJIEHTUPUIUPYIOTCS HAa OCHOBAaHUU KIMHUKO-aHAMHECTUYECKHX [IaHHBIX, TaK Kak
MOJIEKYJISIPHO-TEHETUYECKUE MCCIIEAOBaHUs HEJOCTYNHbl B peruoHax. B Takoi
CUTyalldd OTCYTCTBHUE HEOOXOAMMBIX KOMIETEHIMA y Bpauel Ha pa3HbIX YPOBHSIX
MapuIpyTH3aluy MalMeHTOB MPUBOAUT K TmoAoOHOW cutyanuu. Tak, B 145
(99,3+0,69%) ciyyasx B JAMArHo3€ HaMpPaBUBIIETO HA TOCHUTAIU3AINUI0 OOJBHOIO
MEJIUIIMHCKOTO YYPEXKJEHUsI TEePBUYHOrO 3BE€HAa OTCyTcTBOBain tTum BB, amubo
OImK1O0YHO yKa3aH JUarHo3 SK3eMbl, MO3AHEN KOKHOU nopdupun win cebopeu. U 3tot
HEJIOCTATOK B pabore ¢ OosbHbIMM BBD HE00X0auMO yCTpaHWTh CHIaMU BEIyIINX
CIELHUAIIUCTOB JAEPMATOBEHEPOJIOTHYECKOM CIIYKOBbI pecryOJMKAaHCKOTO YPOBHS MyTEM
BHEJIPEHUS pa3pab0OTaHHOIO airOpUTMa 00cieaoBaHus 00JIbHBIX ¢ cumnTomMamu BBD u
BepuPUKAIMU Yy HUX KIMHUYECKOrO JIUArHo3a, JUCTAHIIMOHHOTO KOHCYJIbTUPOBAHUS

Bpaudeil IEPBUYHOTO 3B€HA B peKUME «Bpad-Bpau» [11].

Ta6nuna 3 - Knuaudeckuil AMar1o3 U AMarHo3 yupexJeHus, HAIpaBUBIIETO NallUeHTa

Knunnueckunii 1Mar1os3, ¢ KOTOPbIM
MAIMEHT COCTOUT Ha JUCIIAHCEPHOM

Jnarsnos, ¢ KOTOpbIM IAIMEHT
HampasiieH B JIITY cnenuanucrom

yuére NEePBUYHOIO 3BeHA (a0COTIOTHBIN
(abcomoTHBIN Mokazatenb/%) ToKasaTeNs/ %)

BBED 98 (67,12 £ 3,89%) | Ox3ema koneunoctel - 1 (0,68+0,68%);

HEYTOYHEHHBIN [To3nuss koxkHast nopdupus -1
(0,68+0,68%);
BBD 6e3 ykazanus tuna — 96
(65,75+£5,93%)

BBED 29 (19,86 +£3,3%) | Cebopes - 1 (0,68+0,68%); BBD 6e3

IPOCTOM THI ykazaHus tuna- 28 (19,18+3,26%)

BBED 19 (13,0 £2,78%) | BBD 6e3 ykazanus tumna - 18

nucTpodudeckuit (12,33+2,72%);

TUT BBED nucrpoduueckuii - 1 (0,68+0,68%)

BbD - -

TIOTPAHUYHBIN THUII

Kungnep-cungpom | - -

Hroro (n=146) 146 (100%) 146 (100%)

B 2019 roay cuiamum MunsnpaBa PecnyOnuku Jlarectran st HalMEHTOB,

CTpaaarommnx BB9, BIICPBBLIC NCHTPAJIM30BAHHO 3aKYIIJICHBI U IIPEA0CTABJICHBI U3ACIINA
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MenuuuHckoro HazHadenus (MMMH). Pe3ynbrarsl HaMu MpoaHaNW3UPOBaHbl B Hayae
2020 roma. [mga 3TOTO MBI CBSI3AIMCH CO BCEMHU MAlMEHTAMH U MPEIOCTABWIA UM
AQHKETHI JUIS 3alojHeHHUsA. ITOru 3TOro aHKeTUpOBaHUS OTpakeHwl B Tadmuie 4 [11].
Mexay TeM HaMHM YyCTaHOBIeHO Jmiib 127 OonbHbix BBD, npoxuBaromux Ha
TEPPUTOPUM HAIIErO0 PEruoHa. OJTO YKa3blBA€T HA YOYUIEHHUS B PETHCTPalUH,

OpraHu3allid JUCIAaHCEepHOro yuéra u HaOmoaeHuss OonbHbIX BBD Ha ypoBHe

MEPBUYHOIO 3BEHA.

Tabmuua 4 — OOecrieueHue U3AEIUIMHA MEOUIIMHCKOTO Ha3zHaueHusT OoiabHBIX BBD
PecnyOnuku Jlarectan B 2019 roay

He nonyuninn

MEPEBSA30UHBIN
[Tomyuyunu nepeBsA30YHBIN MaTepHUal MaTepuall
(abcomroTHBIN MoKa3atenb/ %, mpu n=127) (abcomroTHBIN
nokasareib/%,
npu n=127)
41

86 (67,72+4,15%) (32,28+4,15%)

Hocratounoe | HemoctaTounoe | HeBocTtpeboBanHubie | C ono3nanuem
KOJIMYECTBO KOJIMYECTBO NMH nonyuunnu Ha roj
33 28 60 86

(25,28+3,89%) | (22,05+3,68%) (47,24+4,43%) | (67,72+4,15%)

Kak BugHo u3 Tabmuubl 4, yaoBIE€TBOpPEHBI KoJudecTBOM obecneueHHbx UMH

mums - 33 (25,98+43,89%) nmamuenta, HO UM OBbUT MPEJOCTaBIEH TakKXe W
HEBOCTPEOOBAHHBIN MEPEBSI30YHBIN MaTepual, KOTOPbI OHU HE MOIJIM UCIOJIb30BaTh.
Taxol otBeT B aHkete Aanu 47,24+4,43% onpouieHHbix. BeizBano 3to tem, uto UMH
BBLACISUIACH 03 yué€ra Tuma, CyOTUIa U MHAMBUIYAIbHBIX MOTPEOHOCTENW OOJIBHOTO.
Nx nmoTpedbHOCTH HEe OBUIM HU3y4deHBI NpU PopMHUpoBaHUU 3asiBKU Ha 3akynky MIMH. B
TO ke BpeMs 32,28+4,15% BooOIIe HE MOJYYUIIU NMEPEBSI30YHBIN MaTepuanl U UX HE
HHQOpMHUpPOBAIM O Takol yciayre pecnyOiukaHckoro Mwunsnpasa, a y 22,05+3,68%
npenoctaBiaeHubie UMH He nmokpsiBanu rooByto norpedHocts. Obecneuenue UMH 3a

2019 ron 6wut0 mpoBeneHo B Hawaie 2020 roga u3-3a CIOXKHOCTH B (DOPMUPOBAHUU
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3asBKM Ha (OHE OTCYTCTBHS pecmyOauKaHCKoro peectpa OonbHbix BbBD u wux
MePCOHAIM3UPOBAHHOW  MOTpeOHOCTH. B mpoBeAEHHOM  aHKETUpPOBAHMHU 25
(19,69+3,53%) pecrnoHIeHTOB HE CMOTJIM JAaTh OTBET HA BOMPOCHI, B JOCTATOYHOM HJIH
B HEJOCTATOYHOM KOJMYECTBE ObUI TOJY4YeH BbIIIEyKa3aHHbIM MaTepuan. U3
BBIIIEU3JIOKEHHOTO MBI CJ€Jall BBIBOJBI O HEOOXOJUMOCTH MEPCOHAIM3UPOBAHHOTO
noaxona mnpu GopMupoBaHMH 3asBkKM Ha oOecrneueHue MMH OGonpHpix BBD u
KaueCTBEHHO MHOTO YpPOBHS OpTraHU3alMU WX WHPOPMHUPOBAHUS, TUHAMUYECKOTO
HaOII0/IeHHs U aApecHoro cHabxkenus [11].

OtcyTcTBHE y4€Ta, alTOPUTMOB BepU(UKALIUU, JUHAMUUYECKOTO HAONIOJECHUS U
MEPCOHATU3UPOBAHHON MEAUIIMHCKON MOMOIIU OOJIbHBIM C BPOXIEHHBIM OYJIIE3HBIM
AMUEPMOTU30M omnpenenseT aKTYaJIbHOCTh u HAay4YHO-TIPAKTUYECKYIO

11eJIeCO000Pa3HOCTh AUCCEPTAIIHOHHON PaOOTHI.

Crenenn pa3p360TaHHOCTl/I TEMbI UCCJICI0BaHUA

[IpoBenéHHBIM HAMU MpPENBAPUTEIBHBIM HCCIEIOBAHHEM YCTaHOBIEHO 137
nanueHToB ¢ BBD Ha Tepputopun Haiieil pecryOinku, 4to coctasisieT 32,854+2,3% ot
Bcero KoHTHHTeHTa OosbHbIX BBD Poccuiickoit ®@enepanuu (417 GonsHbix BBD B
Hamel crpane). OgHaKo ATOT KOHTUHTEHT HE MCCIEA0BaH, HE BEpUMUIIMPOBAH UX THUII
U CyOTHIl, HE HM3Yy4Y€Hbl HapylIEHUs B HUX TE€HAX, a 3TO MOIJIO Obl 3HAYUTEIHHO
JOTIOJIHUTh MEXIAYHApOAHYI0 0a3y JaHHBIX MyTallMii, aCCOUMHPOBAHHBIX C TEM WIH
UHBbIM QpeHoTunioM BB, u HayuHble TaHHBIE.

Tspké€noe cocrogHue nanueHToB ¢ BBD ¢ mpoxuBaHuem B OTHAIEHHBIX OT
pPErHOHANBHBIX ~ MEIUIIMHCKUX  LEHTPOB, OMNACHOCTh HWH(PUIUPOBAHUS  HOBOMU
KOpOHAaBUPYCHOM wuH(peKkuueil Ha O4YyHOM TpUEME CO3JalT NOpolieMy  HX
TPAHCIIOPTUPOBKM K  CHEUUANUCTY, JUOO KOHCYJIbTUPOBAaHHMS Ha JoMy. B
OTEUYECTBEHHOW JHUTEpaType Hay4dHbIX pabOT MO0 KOMIUIEKCHOMY TMOJIXO01y K
JUCTAHIIMOHHOMY (hopMaTy AMcCHaHCEepHOro HaOmtojeHus OonbHbIX BBD HailTu He

yAaJ0Ch.
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eab ucciaenoBanus

Pa3pabGoTtaTh anropuT™Mbl JUArHOCTUKHM UM OKAa3aHHUS MEIUIMHCKONM IOMOIIHU
OOJBHBIM C BpPOXAEHHBIM OyJUIE3HBIM JMUAECPMOJIM30M € YYETOM  KIMHUKO-

SMUIEMUOJOTHYECKUX 0COOCHHOCTEH B peruone /larecrana.

3anaqn HCCJIeaJ0BaHNA

1. W3yuuThb KIMHUKO-3MHUAEMHUOJIOTHYECKHE OCOOCHHOCTH, HHIEKC TIXKECTH,
COMYTCTBYIOIIUE 3a00J€BAHUS M OCIOXHEHUS y OOJBHBIX BPOKAEHHBIM OYJUIE3HBIM
SMUJECPMOIN30M, a TakXkKe HX MUHAUBUIYAIbHYIO TOTPEOHOCTh B  U3JAEIHUSIX
MEJIUIIMHCKOTO Ha3HAYCHHUSI.

2. Ilo  pesynpTaram  BBISBICHHBIX  3aKOHOMEpPHOCTEH  chOpMHUPOBATH
aKTyaJlM3UPOBAHHBIN PEeCTp MAILMEHTOB C BPOXKAEHHBIM OYJIIE3HBIM SMUIECPMOIU3OM;
COTJIACHO PEeCcTpy OpraHuM30BaTh HX OOECMEUEHUE U3JCTUIMH MEIUIIUHCKOTO
Ha3HAYCHUSI.

3. Ha ocHOBE YCTAaHOBJIEHHBIX KJIMHUYECKUX XapaKTEPUCTUK pa3padoTaTh
MEPCOHATU3UPOBAHHBIE MOJIXO/IbI K IMATHOCTUKE U TE€PANUU BPOKAEHHOTO OYJIIEZHOTO
AMUIEPMOIIN3A; OLUEHUTH UX 3P(HEKTUBHOCTD.

4. OnpenenuTs TeHETHYECKUE MYTAllMU, CEMENHBIA AHAMHE3, BIIMSIHUE YK30T€HHBIX
(akTOpOB Ha TEYEHUE BPOXKIEHHOTO OYyJUIE3HOTO H3MUAEPMOJIM3a U pa3padoTaTh
PEKOMEHAAIUU 10 €ro NpouiIakTUKE.

5. YcTaHOBUTH POJIb TEAEMEIULIMHCKUX TEXHOJOTHN B OKa3aHUU MEIUIIMHCKOMN

IIOMOIIHY IManucHTaM C BpO)KI[éHHI)IM 6y.]'IJIé3HI)IM S ACPMOIIU30M.

Haquaﬂ HOBH3HAaA

1. VYcraHoBieHa 3MHMIEMHOIOTUS KIMHUYECKUX TUIOB (CyOTHIIOB) BPOKIEHHOTO
OyJUI€3HOTO AMUAEPMOIN3a B CAMOW €ro MHOTOUKCIEHHOM nomysiuuu Poccun, a Takxe

(bOpMBI HacCJICJOBaHWA, COIIYTCTBYIOIIUC 3a6OJ'I€BaHI/I$I, OCJIOXKHCHHUA W CTCIICHb
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TSOKECTH MIPU HUX; YCTAHOBJICHBI MATOTHOMOHUYHBIE U BEPOATHBIC MPU3HAKU KaXKI0TO
THUIIA.

2. W3yyen Bo3pacT maHudecTtanuu 3a00jeBaHUs U AUHAMHUKA €T0 KIMHUYECKOTO
TEUEHHUSI TIPU KAXKI0N KIMHUUECKON hopMe BPOXKAEHHOTO OYIIIEZHOTO AUIECPMOIH3A.

3. B pe3ynbrare MONEKYISIPHO-TEHETHYECKOrO OOCIEIOBAaHMS MAIIMEHTOB C
BPOXKAEHHBIM OYJUIE3HBIM AMUIEPMOIN30M BISBJICHBI TATOTEHHBIE MYyTalluU, paHEe HE
OMMCAaHHbIE B HAy4YHOM JUTEpaType U HE COJepKallhecss B MEXIyHapoJIHOU Oaze
JTAHHBIX.

4. C y4€ToM yCTaHOBJEHHBIX ()AaKTOPOB CE30HHOTO U3MEHEHUSI CTEMEHU TSIKECTU
pa3paboTaHbl U anpoOMpPOBAaHBI MOJXOJbI K TEpanuM, a TAKXKE PEKOMEHIAIMHU IO
NPEAYNPEKICHUIO YXYIAIIEHUs KadyecTBa JKU3HU OOJIbHBIX TIPU KaXJAOM THUIIE
BPOXKJIEHHOTO OYJIIIE3HOTO ANUAEPMOIIU3A.

5. JIuCTaHIIMOHHBIA PEXKUM JTUCIAHCEPHOTO HAOIIOICHUS alallTUPOBAH K OKA3aHUIO
MEIUIIMHCKON MOMOIIY MAUEHTaM C BPOXKAEHHBIM OYJUIE3HBIM SMHUIEPMOTU30M.

6. N3ydeHo BO3AEHCTBHE NPUPOJHO-KIUMATUUECKUX (HAKTOPOB U HAPYKHBIX
MpOIEAYp HAa COCTOSIHUE KOXKHOTO IMpolecca y OOJbHBIX BPOXKAEHHBIM OYJIE3HBIM

AMUIEPMOTU3OM.

TeopeaneCKaﬂ H NIPAKTHYCCKaA 3HAYUMOCTDb paﬁoTbl

[TomyyeHHble B  XOJI€ MCCIEIOBAaHUS  PE3YJbTaThbl IMO3BOJWIM  CO3/aTh
aKTyallM3UPOBAHHBIN peecTp OOJBHBIX BPOKAEHHBIM OYJIIE3HBIM SIHUICPMOTIU30M, a
takke komuccuto npu llentpe BBD I'BY P/l PKBJI (npuioxenue No2 x mpukazy
MunszgpaBa PJI ot 17.012020 Ne43-JI) w3 BeAylIUX CMEXHBIX CHEHHUAIUCTOB
MpaKkTUYeCcKoro 3apaBooxpanenus PecnyOnuku Jlarectan; pa3paOoTaTh aJrOPUTMBI C
KOMOMHUPOBAHHBIM  (CUMHXPOHHO-aCUHXPOHHBIM) dbopmaToM  IHCTAaHIMOHHOMU
JTUATHOCTUKH, JICUCHUS] U NOPOPWIAKTUKU OOJIBHBIX BPOXKIEHHBIM OYJUIE3HBIM
SMUICPMOJIM30M, UX TEepCOHANM3NpoBaHHOE obecreuenne MIMH, 4uTo momoxxuTeabHO
MOBJIMSJIO HA KQYECTBO JKU3HU NMAMEHTOB, cTpaaatomux BbD.

OCHOBHBIE TOJOXKEHUSI AUCCEPTAIMOHHON paOOThl BHEAPEHBI U UCIOJIL3YIOTCS B

KIIMHUYECKOM TMPaKTUKE TOCYyAapCTBEHHOr0 OMOHKETHOTO yupexkJaeHus PecmyOiauku
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Harectan «PecnyOnnkanckuil KoxkHO-BeHepoioruueckuit aucnancep» (I'bY PJI PKB/I
r. Maxaukana), nmoaydeH akT Ne 20-905 ot 30.10.2020r. o BHenpenuu «llIkobl
oOyueHuss martepei» 1O yXxoay 3a OOJBHBIMU  BPOXIEHHBIM  OYJUIE3HBIM
smuaepmonuzoM B knuHUKe ['BY PJI PKB/I. Iloaxonpl k oOclenoBaHuio, JICUCHUIO,
npopUIaKTUKE W JAUCIHAHCEPHOMY HAONIOJEHUIO STUX NAlUUEHTOB BHEJIPEHHI B
MEIUIMHCKHE YUPEXKACHUS MOABEIOMCTBEHHbIE MUWHHUCTEPCTBY 3ApPAaBOOXPAHCHUS
Pecnyonuku Jlarectan (LIPB, LII'b) (Ilpuka3 Nel1155-J1 M3 P/] ot 03.09.2021 roga «O6
OKa3aHWW  MEAUIMHCKOM  moMomM  OOJBHBIM  BPOXIEHHBIM  OyJUIE3HBIM
AMUJECPMOIN30M»), a TaKkKe B yUeOHBIN Ipoliecc Ha Kadeape KOKHBIX U BEHEPUUECKUX
oonesneit ®I'bOY BO «/larecranckuii rocygapcTBEHHbIA MEAUITUHCKUN YHUBEPCUTET
Munsapasa Poccun.

Ha oOyuaromux meponpusarusx, nmpopegaeHHbx B 2020-2021 rogax cCOBMECTHO
OI'bOY BO «JI'MVY» MunzapaBa Poccun u MunznpaBom PecnyOnuku Jlarecran,
TakuXx, Kak: «Opranuzanus najIMaTUBHOM MOMOIIY U BeJeHUE OOJIbHBIX BPOXKIEHHBIM
Oynmné3npiM  snuaepmonn3zom»  (cemunap ot 30.04.2020r.), «Opranuzanus
B3aMMOJICUCTBUSL CMEXKHBIX CHEIHUAIUCTOB MPU JTUCIIAHCEPHOM HAOIIOICHUU OOJIBHBIX
BpOXKACHHBIM  OyJuI€3HBIM  snuaepmonu3om»  (cemmunap ot 01.12.2020 r.),
«Opranuzanusi pabOThl JAEPMATOBEHEPOJIOTUYECKON CIIy»KObl B TMEpUOJ MNaHIEMUU
COVID 19» (xoudepentus ot 30.04.2021r.) nepmaToBeHeposioraMu, NeauaTpaMu U
TeparneBTaMu MPUOOPETEHBI HOBbIE MPOGECCHOHAIBHBIE KOMIETEHIIMH, HEOOXOAUMBIE

IUTS OKa3aHUs MeQULIMHCKON moMoIy 00asHBIM BBD.

MeToa0s10rusi 1 METOABI HCCJIEIOBAHUA

®opmoil OpraHu3aluyl JUCCEPTALMOHHOTO KCCIEA0BaHUs SIBISIETCS CUMOMO3
METOJIOB TEOPETUYECKOTO M HMIIUPUYECKOTO TMO3HAHUSA C AHAIU30M KIMHUYECKHUX
M3BICKAHUM Hay4yHOU 0a3pl MpoOJieMbl OYJIE3HOTO AnuaepMonu3a. MeTosl
UCCIIEIOBAHUSI OMPEIENIEHbl OTEYECTBEHHBIMH U MUPOBBIMU HAayYHBIMU pa3pabOTKaMH,

KOTOPEIC O6YCJ'IOBI/IJ'H/I TAKTUKY JOCTHIKCHHA MMOCTaBJICHHOM Ocjan 1 3agad.
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OcHoBHBIE MOJIOYKEHUH, BBIHOCUMBIC HA 3aIIUTY

1. B wupentuduxanun wmyrtauuii u kiuHH4Yeckux Gopm BBD  HeoOxoaumo
KOMIIJIEKCHOE KIIMHUKO-UHCTPYMEHTAIBHOE 00ClieJOBaHuE, COOp CEMEWHOIro aHaMHe3a
Y MEJIUKO-TEHETUYECKUN aHAIIN3.

2. B page cyOdTHHYECKHMX TOMYJSIUN, TNPEACTaBICHHBIX B OJUHHAIIATH
aJMUHHUCTPATUBHBIX pailoHax PecmyOnuku JlarectaH, pacnpocTpaHeHa pelecCHBHas
MyTalusi TeHa, OOYyCJIOBIMBAKOIIAs B TOMO3UTOTHOM COCTOSIHUM KJIMHUYECKOE
nposiBieHue perneccuBHoro JIBbO.

3. YcraHoBieHa MaTOTHOMOHUYHAs TeTpaaa (xapuec, aHemus,
dboTouyBcTBUTENBbHOCTD, aucynkuus KKT), xoTopas MOXKET paccMaTpuBaThCsi B
KauecTBe BeposiTHOro rmnpuszHaka [IBBD; mnorpanudHbiii BpOXIEHHBIA OYJIE3HBIN
sruaepmonu3 (IIpBBD) ormeuen wmanudecramueld kapueca u marojorun KKT,
pyO1OBOMl anmomenueld BOJOCHUCTOM dYacTu ronoBel. Jlnsg mamuentoB ¢ JIBBO
CBOMCTBEHHA MPEUMYIIECTBEHHO COUeTaHHasi AUCHYHKIUS OPraHOB U CUCTEM: aHEMUSI,
kapuec, nopaxeHue XKKT, (oTouyBCTBUTEIBHOCTh KOXH, aJOMEIUs BOJOCHCTOU
YacTH, KOHTPAKTYphl U TCEBIOCUHIAKTUINN, AHOHUXUS, arjia3usl KOXKH, CHUKECHHE
OCTPOTHI 3pEHHUSI U OTCTaBaHUE B (U3UUECKOM PA3BUTUH.

4. Pe3koe mporpeccupoBaHHE TMOpa)KeHUsI KOXH npu BBD oTMmedaercss B jJeTHUU
nepuo. [ns ero npeaynpexaeHusi HyKHO co37aTh 0€30MaCHYI0 OKPYKAIOIIYIO Cpey:
n30erath TpaBMAaTU3AIMU KOKHBIX MIOKPOBOB U MPOBOJIUTH OXJIAXKJICHUE OKPY>KAIOIIEro
BO3/lyXa.

5. IMammentam c¢ TIBBD nokamuzoBannbiM BeOepa-KokeliHa B jeTHUil mnepuon,
HY’KHO OrpaHU4YuTh (DU3NYECKYI0 aKTUBHOCTb (Xx04b0a, 3aHATHUS MHCAHUEM,
CIIOPTUBHBIE UIPbI), HEOOXOJMMO HAXOAUTHCA B OXJAXKIEHHOM IOMEIICHHH,
MepEIBUTATHCS M0 IOMY B JIETKMX HOCKAX, 4aCTO 00pabaThiBaTh KOHEUHOCTH XOJOAHOM
BOJIOM, a B 3MMHEE BpEMsl HEXKEJaTeJIbHO MeperpeBaTh CTYIMHU YPE3MEPHO TEMIOM
o0OyBbI0O M HOCKamu. VM 1enecooOpa3HO MPOBOJAWUTH YacTyld CMEHy OO0yBHU
(0Os13aTennbHO MATKAst 00YBB), UTOOBI HE JAOMYCKATh TPEHUS OAHUX U TEX K€ YUaCTKOB

KOXH.
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6. bonpubiM BBD npeanucanbl BAaHHBI ¢ KOpOU Ty0a, TpaBOil pOMAIlIKH, KaJIEHTyJIbI
WIA 4Yepelbl, NMPUMOYKMA M3 OXJIAXKIAEHHOTO BOJHOIO OTBapa 3TUX TpPaB Ha OdYaru
MOPAXKEHHUS, A TAKKE UCKIIOUEHUE NIPSIMOTO BO3JAECHUCTBUSA COJTHEUHBIX JyYEl HA KOXKY U

peObIBaHUS B YCIOBUSIX BBICOKUX TEMIIEPATYP.

Crenenn AOCTOBEPHOCTH H anpoﬁamm pe3yabTaToB paﬁoTLI

ChopmynupoBaHHble B JUCCEpPTALlUM HAy4YHbIE€ TOJOXXEHUS, BBIBOAL U
peKoMeHAauu OOOCHOBAaHbl TEOPETUUYECKUMHU PEIICHUSMU M SKCIEPUMEHTAIbHBIMU
JAHHBIMU, TIOJIyYEHHBIMU B pe3yjbTaTe 0OcIeq0BaHus Bcel nmomysanuu 00ibHbIX BBO
B PecnyOnuku Jlarectan, ¥ He MNPOTUBOpPEYAT HU3BECTHBIM MOJIOKEHUSIM HayK;
0a3upyrOTCsl Ha CTPOTO JIOKa3aHHBIX BBIBOJIAX, COTJIACYIOTCSI C HM3BECTHBIM OIBITOM
CO3/IaHUS U COBEPIICHCTBOBAHUS 3HAHUM.

Pe3ynbTaThl UccepTalIMOHHON pabOThI JOKIAABIBAINCH U OOCYKIATUCH Ha:

— cemuHape «OpraHuzanusi NOAUIMATUBHONW TMOMOUIM U BEJAEHHUE OOJBHBIX
BpOXKAEHHBIM Oyiui€3HbIM snuaepmonanzom» 30.04.2020 roga (coBMecTHBIN npuka3z M3
P/l u ®I'bOY BO AI'MY MunzapaBa Poccun Ne303/1-J1/546-x ot 08.04.2020 1.) (T.
Maxaukana);

— cemuHape «OpraHuzanusi B3aUMOJICUCTBHUS CMEXHBIX CIEIUAINCTOB IpHU
JUCIIAaHCEPHOM HAOMIOJEHUNU OOJBHBIX BPOXKAEHHBIM OYJUIE3HBIM SMUACPMOIIUZOM
01.12.2020 roma (coBmectHbiii mpukaz M3 PJ[ u ®I'bOY BO AI'MY Mun3zapasa
Poccunt Ne961-JI/116-x ot 11.11.2020 r.) (r. Maxaukana);

— 14 Mexnaynapogaom @opyMme JIepMATOBEHEPOJIOrOB M  KOCMETOJOTOB C
nokiaagoM «KIMHUKO-3MHAEMUOIOTHYECKIUE OCOOCHHOCTH BPOXKJIEHHOTO OYJIIE3HOTO
snuaepmonn3a B Pecriyonuke [arectan», 18 mapra 2021 rona (r.Mocksa);

— MexayHapoaHou CTYJIEHYECKOU Hay4YHO-ITPAKTUYECKON KOH(epeHIuu
«AxTyanbHble TOPOOJEMBI COBPEMEHHOM CTOMATOJOTHM: CETOAHS U 3aBTpay,
nocesieHHon 30-neturo HesaBucumocTtu Kazaxcrana, mpoBemenHoro Ha 6aze HYO
«Kazaxcrancko-Poccuiickuit MEIULIUHCKAN YHUBEPCUTET» c JIOKJIa10M

«TeneMenMIIMHCKAE TEXHOJOTHMH B BepUPUKANUKA W JUHAMHYECKOM HAOIIOICHUN



19

OOJIbHBIX BPOXKJEHHBIM OyJui€3HbIM snuaepmosinzom» 30.03.2021 roga (r. Anmarsl,
Kazaxcran);

— Pecnybnukanckoit HAaYYHO-IIPAKTUYECKON BUJICOKOH(EPEHIIUN c
MEXKIyHAPOJHBbIM ydacTueM «BureOckue AepMaTOJIOTMYECKHE UYTEHHS: HEOTIIONKHAS
JIEPMATOJIOTUS» € AOKIAI0M «KIIMHUKO-3MUAEMHOIIOTUYECKHAE aCEKThI BPOKICHHOTO
snuaepmonu3a B Pecriyonuke [Jarectan» 05.04.2021 roga (r. Bute6ck, benapych);

— Pecnybnukanckoit KOH(epeHIun «Opranuzanus paboThI
JepMaToBeHepooruueckoit ciyx0b1 B nepuoa nanaemuu COVID 19» 30.04.2021 roxa
(coBmecTHbilt ipukaz M3 P/l u ®I'bOY BO JAI'MY Munsnpaa Poccun Ne611-J1/45-x
ot 05.04.2021 r.) (r.Maxaukana);

— III MexperuoHalbHOM  Hay4HO-00pa3oBaTeIbHOM  (opymMe  MOJOJBIX
uccienosarenen «Ot uaen no npoekray 23-24 amnpens 2021 roma, ®I'bOY BO
«Jlarectanckuii rocy1apcTBEeHHbIN yHUBEepcUTeT» (T. Maxaukana);

— XXXVIII nay4yHO-pakTUYECKOM KOH(MEPEHIIMU C MEXKIYHAPOJHBIM Yy4acTHEM
«PaxmaHoBckue uteHHs»: «llanMeHT-OpUEeHTUPOBAHHBIE [I€PMATOBEHEPOJIOTUS U
kocmeTosiorusi» 14 mast 2021 roga ¢ noknanom «KiauHUKO-reHeTuueckue 0COOCHHOCTH
U PACHpPOCTPAHEHHOCTh BPOXKIEHHOrO Oyiui€3HOTrO »nuaepmonn3a B PecmyOnuke
Harectan» (r. Mocksa);

— [III MexxpernoHanbHON HAYYHO-MIPAKTUYECKON KOH(DEPEHIIUU ¢ MEXKTYHAPOIHBIM
yuactneM «/HTerpaTuBHas M CUHTETHUYECKAsl I€pMaTOBEHEPOJIOTHs» 26 Mast — 28 mad
2021 roga ¢ noknagom «TenemepmaTosiorys B BepuUKaIuyu KIMHUYECKOTO JUarHo3a u
JUCIIAaHCEPHOTO HAOIIOACHUSI OOJIbHBIX BPOXKAEHHBIM OYJUIE3HBIM 3MUIAECPMOIU30M» (T.
CMoJeHcK);

— BcepoccuiickoM KoHTpecce 10 MEIUITUHCKONW MUKPOOHOIOTHH, YTHIEMHOJIOTHH,
KIIMHUYEeCKOM Mukosioruu U ummyHosoruu (XXIV Kamkunckue yrenus) 9—11 utons
2021 c¢ mnoctepHbIM jgokiamoM «KinuHMYecKas TeleMeIHWIlMHa B 0OeCIeUYeHUH
KBaJTU(DUIIMPOBAHHON MEIUIIMHCKON MOMOIIM OOJBHBIX OYJUIE3HBIM 3MUAEPMOJIU3OM)

(r. Cankr-Iletepbypr);
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— Pecnybnukanckoil HaydHO-TipakTUYecKoi KoHpepeHiuu «lIpuMenenne BbICOKUX
MEIUIMHCKUX TeXHoJoru B MemuruHe» 11-12 wrons 2021 roma ¢ IOKIaIoM
«TenemeaMIIMHCKUE TEXHOJOTUU B JUATHOCTUKE M JUCIAHCEPHOM HAOJIOJECHUU
MalMEHTOB B BPOXKAEHHBIM OYJIIIE3HBIM MUACPMOIU30M» (T. AHIUXKaAH, Y30€KUCTaH);

— V KoHdepeHIIMU AepMaTOBEHEPOJIOroB u KocMmeTosioroB CeBepo-KaBkazckoro
dbenepansuoro okpyra 11 urons 2021 roga ¢ goknagamu «Bepudukanus KIMHUYECKUX
dbopm Oymnésnoro osnuaepmonuza — poiab JHK aumarHoctuku, anamue3a u
KIIMHUYEeCKOro oocnenoBanusi» u «ludpoBeie TeXHOMOTHMM B JUArHOCTUKE W
JUCIIAaHCEPHOM HaOJII0ACHUU OOJIbHBIX OYJIIE3HBIM nuaepMoiin3om» (r. Hanpuuk);

— 11-m MexperuonaibHoM ¢GOpyMe IepMATOBEHEPOJIOIOB U KOCMETOJOTOB 5—6
okTsa0pss 2021 roma c¢ pokinagoM «PermoHanbHble OCOOEHHOCTH  OyJUIE3HOTO
AMUIEPMOIIN3A U MOJIX0/IbI K ero mpodunaktuke» (r. Mocksa);

— Hay4YHO-TIPaKTUUYECKOI u y4eOHO-METOINYECKOM KOH(epeHIun c
MEXYHAPOJHBIM yudacTheMm, mocBsmEéHHON 70-meturo  mpodeccopa kadeapsl
XUpyprudyeckux Oone3Hel u peanumanuu AOaypaxmaHoBa Mamypa MycradaeBuua
«CoBpeMeHHasi MeIUIIMHA U MH()OPMAIIMOHHBIE TEXHOJOTHUU B Mpoliecce 00ydeHus: B
nepuon nangemun COVID-19» 22 guBaps 2022 rogma ¢ goxianoMm «OpraHu3anus
JIEPMATOJIOTUYECKOM  MOMOIIM  OOJBHBIM  OyJUIE3HBIM  JMOUAEPMOJIU30M B
nucTaHIIMOHHOM opmate» (r. byxapa, Y30ekucran).

Amnpobanus cocTosiach Ha 3acelaHud KadeApbl KOXHBIX M BEHEPUUECKUX
oonezneit ®I'bOY BO JII'MY MunznpaBa Poccuu u mpurianieHHbIX CHEIUATNCTOB
I'bY PJI «PecnyOnukaHCKUi KOKHO-BEHEPOJIOTUUECKUHN qUCIaHcepy, TPoToko Ne 6 ot

«15» deBpans 2022 rona.

CooTBeTCTBHE macmopry Hay‘IHOﬁ ClIenIuaJIbHOCTH

JluccepTalluOHHOE HUCCIEOBAHUE COOTBETCTBYET MACHOPTY CHEUUATBHOCTH
3.1.23. JlepmaTtoBeHeposiorusi (MEIUIMHCKUME HAyKHW) M OO0JIACTH HCCIEIOBAaHUS, a

UMEHHO: 1. 1-4, m. 6-8.
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yboaukauuu o temMe padoThl

ITo Teme nuccepranuu omyoaukoBaHo 16 paboT, B TOM yucie 6 Hay4HBIX CTAaTeH B KypHajaXx,
BkitodeHHBIX B I[lepeuens PY/IH / Ilepeuens BAK npu Munobpuayku Poccum; 10 myOnukanmii B

HWHBIX U3JaHUAX.

O0beM M CTPYKTYpa qUCCEPTANUN

Juccepranus nznoxeHa Ha 170 cTpaHHIIaX MAIIMHOMMCHOTO TEKCTA U COCTOUT U3
BBeJIeHUs, 6 TJIaB - 0030pa JIUTEpaTyphbl, MATEPUAIIOB U METOJIOB UCCIEAOBAaHUN, 3 TaB
COOCTBEHHBIX MCCIEIOBAHUM U 3aKJIIOUEHHUS; BHIBOJIOB, MPAKTUYECKUX PEKOMEHIAIINM,
NpuiIoKeHus, wutroctpupoBana 10 pucynkamu u 19 tabaunamu. CrUCOK JIUTEPATYPHI
coaep)kut 179 UCTOYHMKOB, M3 KOTOphIX 68 oTeyecTBeHHBIX U 111 3apyOexHBIX

aBTOPOB.
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I'TABA 1. OB30P JIUTEPATYPbI

1.1. MoJekyJsIpHO-TeHeTHYeCKUE OCHOBBI M KJIACCU(PUKAIUA BPOKIEHHOTO
OyJJIE3HOI0 INMUAEPMOJIN3a

Bpoxnéuueiii  Oymnésnsii  snuaepmonus3 (BBD) oTHocuTcs Kk penkum
HACJIEJICTBEHHBIM TE€HETUYECKUM 3a00JE€BaHUSIM KOXXH, BBI3BAaHHBIM MYyTallUsIMU B
reHaX, PEryJUPYIOUIUX CHUHTE3 CTPYKTYPHBIX OCJIKOB KOXKHU: KepaTuH 5 u 14, nekTus,
mnakdwunH-1, necMoriakuH, JaMuHuH 332, uaterpud a6B4, kommarensl VII u XVII
TUMOB, KUHUIMH-1 [66 ,68] DOTum Oelku mnpexkpamarT BblpadaThIBATHCS, JTUOO
CTAHOBATCS (DYHKIMOHAIBbHO WM CTPYKTYPHO HEIMOJIHOIIEHHBIMU. B pesynbrare
HapyIIalOTCsl MEXKIETOYHBIE CBSI3M B JNUJEpPMUCE (PMUTEIUU CIUZUCTON) WIH
IEPMOINUAEPMATBLHOM  (SMUTENHUO-CIAUZUCTOM)  COEAUHEHUM W YMEHBIIAeTCs
YCTOMYMBOCTh KOXHU M CIU3UCTOM OOOJOUYKHM K MEXAHHUYECKUM BO3JCUCTBUSIM, YTO
BezleT K (hOpMUPOBaHUIO My3bIpel U 3po3uii [64]. Ha cerogusiinuii 1eHb Bce U3BECTHBIC
MyTallul B T€HaX, aCCOLMMPOBAHHBIE C TeM WM UHBIM (¢eHotunom BB, oTpakens! B
MEXIyHapoaHOU Oa3ze - MeHnneneeBckoe Hacinenue y yenoBeka (Online Mendelian
Inheritance in Man — OMIM). Tak, ans [IBBD xapaktepHbl MyTallud B HECKOJIbKHX
renax: EXPHS [126], DST (BPAGI) [106], ITGAG6 [155], ITGB4 [168], TGMS [121],
PLEC [133], PKP [134], KRT5/KRT14 [80], DSP [119], CDSN [117], CHSTS [82], JUP
[144]. IIpu ABBD ormeuaercs mytanus B oganoM rene — COL7A1 [177], a nmpu [IpBBD
B renax CDI151 [87], LAMA3/LAMB3/LAMC?2 [122], COL17A1 [149], ITGA3 [111],
ITGA6/ITGB4 [157], BP180, BPAG2. Myrauust B rene FERMT1 [124] Bwi3biBaer
KInHn4eckyo Manudecranuio Kunnnep-cunapoma. Kunanep cunnpom (KC) - peakumii
reHOJIepMaTo3 €  ayTOCOMHO-pelneccuBHOM  (opMolt  HacienoBanusi. MyTtauuu
3adukcupoBanbl Ha ABYyX amwiensx reHa FERMT-1 (u3BectHoro kak ren KIND-1), B
xpomocome 20p12.3, koaupyromue 6enok Kindlin-1 [73].

Boinenstor 4 tunma BBD Ha ocHoBe MexaHuW3mMa o0Opa3oBaHUST U YPOBHS
dbopmupoBaHUs My3bIpsi B KOXKE, a TakKxke NedeKTa ee CTPYKTyp: IPOCTOU OYJIIe3HBIH

snuaepmonu3  (IIBB3), mnorpanuunsii  Oymnesnbii  snuaepmonu3  ([IpBbD),



23

muctpopuueckuit Oyiiesnslit snunepmonus (JABB3J), cunmpom Kungnepa, cpeau
KOTOpBIX omucaHo okojo 30 cyotunoB [65]. Ilpu sToM my3sipu 00pa3yroTcs: B
SMUJIEPMUCE, B CBETJIOM IIacTUHKE Oa3anbHOM MemOpanbl (intralamina lucida), B
BEpXHEW 4YacTH COCOYKOBOTO CJOSI JE€pMbl MOJ IUIOTHOM IUIACTUHKOW Oa3aibHOM
MeMmOpaHnbl snujepMuca (sublamina densa) U Ha pa3HBIX YPOBHSX BHYTPHU W/WIIA HIKE
MeMOpaHbl 3MUJEepMHUCa COOTBETCTBEHHO [35, 63, 66]. B pabore mb nmarnoz BBD
ananusupoBasin B cooTBercTBUU ¢ MKDB-10: mpoctoit (IIBBD) — cympabazanbhblii
(JieTaJIbHBIM aKaHTOJUTUYECKUH, TOBEPXHOCTHBIN, OTCYTCTBUE Oenka rakodunvunal) u
O0azanbHbld  (JIokanu3oBaHHBIM  BebOepa-Koxkeiina, renepanu3oBanHbii KEOHEpa,
reHepann3oBaHHbil reprnetudopmubiil Joynunr-Meapa) (Q 81.0), auctpoduueckuii
(IBBD) — nomunantHeiii Kokelina-Typena, penieccuBnbiii Annono-Cumenca (Q 81.2),
norpannusbiii (IIpBBY) - ne-Xepnutna, Xepautua, u ¢ arpesueit nuopyca (Q 81.1),
npyroit (Kunmnep cunapom) (Q 81.8), neyrounennsiii (Q81.9). Tun nacnemoBaHus
BBED B rpynnax reHerndeckd HeogHopoaeH. Tak, npu [IBBD 3T0 mpenmyniecTBEHHO
ayTOCOMHO-JJOMUHAHTHBIM THI, JUIIb Y HEOONBIIONW TPyHIbl MAllUEHTOB OTMEYAETCS
pellecCUBHOE HAcJieIoBaHUE 3a00JIeBaHUS — JIETAJIbHBIN aKaHTOJIUTHYECKUM MPOCTOM
bD u renepanmuzoBanubiii mpoctoit b2 Kéonepa [35]. Ilpu [IpBbD 3aduxcupoano
ayTOCOMHO-pELECCUBHOE HacienoBanue, a JIBbD Hacmenyercd kak ayTOCOMHO-
JOMUHAHTHO, TaK M ayTOCOMHO-peliecCuBHO. Kunamep-cuHIpoM mepenaercs
MOKOJIEHUIO ayToCcOMHO-penieccuBHO. [lpu nomuHanTHOM (Qopme 3aboneBaHue
MPOSIBIISIETCSI B Ka)XJOM TIOKOJICHHMH, a MPU PELECCUBHOW — TOJIBKO MPU HAIUYHUU

MYTaHTHBIX T€HOB Yy 000uX poauTeneit [68].

1.2. DnuaeMuoJa0rust BpOKACHHOr0 OYJJIE3HOI0 IMUAEPMOJIN3a

Cpenusast 3aboneBaemoctb BBD B Mupe cocraBmser 1,7 nwa 100 000
HOBOPOXJICHHBIX JeTeH, a abcomoTHoe nx unucio coctaBiasgeT 500 000 [35]. Tounsle
JAHHBIE O €r0 PACHPOCTPAHEHHOCTH B CTpaHAX MHpPA CTAHOBSITCS JOCTYIHBIMU TOCIHE
co3nanus B HuX HammonanbHbiX peructpoB 6ombHbIXx BBED. OnHako 5T f1aHHBIE MOTYT

pa3HUTHCA B pPe3yjbTaTe HCIOJB30BAHHBIX METOJOB OTOOpa MalMeHTOB, MaciiTada
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BBIOOpDKH, MOAXOJOB K Kiaccupukauuu cyotunos BBD, ypoBHsS opranuzanuu
MEIUIUHCKHUX yCIyT [63].

C 1 sauBaps 1986 roma Benercs Hammonanensiii peructp BbD CIIA u mo 31
nekabps 2002 roma Bcero B 0a3ze JaHHBIX 3HauMTCsAd 3271  TamumeHT.
Pacnpoctpanennocte BBD B mepBele math et BeaeHus peructpa Ha 1000 000
HacenieHus coctaBuia 8,22, a 3aboneaemocth (Ha 1 000 000 >KMBOPOKIESHHBIX IETEH)
— 19,6 6onpHbIX. [Ipu ananuze 16-netTHero nepuoaa HaOIIOICHUN PaCIPOCTPAHEHHOCTh
u 3aboneBaeMocTh coorBeTcTBoBaiM 11,07 u 19,57 ciayyaeB cOOTBETCTBEHHO. 3a 3TOT
Mepuoj, OTMEUaJoCh CHUXeHUe mnorpanudyHort gopmsl BBD Ha 76,7% B pesynbrate
MOBTOPHOU Bepu(UKaLMK y 3TUX MAIMEHTOB Apyroro cyotuna BED u B Oonee no3auem
nepuojie [101]. B crpanax EBpornbl pacnpoctpaneHHocTh BBD cymiecTBeHHO pasHUTCS:
Hanus [166] — 3,8; Pymbiaus [88] — 4,42; Ouunanaus [166] — 7,4; Xopeartus [142] —
9,56; Ileeums [166] — 10,3; Benrpus [135] — 15,0; Hopserus [166] — 16,0;
Hunepmanger [75] — 22,4; CeBepnas Upnangusa [132] — 32,0; lHotnanaus [116] —49,0.
Hano ormernuts, 4TO ynenbHbId Bec TUIOB BBD Takke CymEeCTBEHHO OTJIMYAETCS B
ctpaHax mupa. B Hpnanguu [170]; Benrpum [135], ABctpuun [146], ABcTpanuu u
Hogoi#i 3emanauu [120], Motmanauu [116] cBeime 50% O6onbabix BBD cocrtaBnser
npocror tum, B IlIBenum [166] morpannussiii, a B CIIA [74], XopBatuu [142]
CaynoBckoit ApaBuu [69] nuctpoduueckuit. IlogoOHble paznuuus MOTyT OBITh
00yCTIOBJIEHBI KaK MPEBAIIMPOBAHUEM ONPEACIICHHBIX MYTallMil B MOMYJISIUUA CTPAHbI
[115], Tak ¥ HENMOJTHOLEHHOTO OXBaTa HaceleHUus HalumoHambHBIM PETUCTPOM, YTO
MIPUBOJIUT K €ro HEJJOCTOBEPHBIM JaHHBIM. B To ke Bpems Hu3kas gactota popm BBED ¢
JIETKUM TE€UYEHHEM MOJKET OBITh BbI3BaHA HU3KOW OOpaIIaeMOCThIO 32 MEIUITMHCKOM
MOMOIIIBIO U, KaK CIIeJICTBUE, OTCYTCTBHE UX B HanuonansHoOM peectpe 00ibHBIX BBED.
B crpanax, He Bemymmux Hamnuonaneuwii peectp BBD, mnpencraBnenne 006
snuaeMuonoru BbBD MOXXHO UMeTh MO JJaHHBIM CIIEIIUATU3UPOBAHHBIX LIEHTPOB. Tak,
pesynbratsl 17,5-netHero nepuoaa HaomoaeHuit (2000-2017r) MeIUIMHCKOTO IIEHTpa
BbD Kysgeiita noka3zanu, uro 3adoneBaemoct BED B Tpu paza Bblllie, 4uem cpeHssl Ha
MexyHapoaHoM ypoBHe. I[lpuuem wu3 41 cembu (84 mnamueHTa), COTIaCUBIIEHCS

y4acTBOBaTh B HCCIIEIOBAaHUU (Bcero B cTpaHe 54 cembH), B 34 ObUIM PEIECCHUBHBIC
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dbopmel BBD, a y 7 nomunanTHbele noATunel. O0paiiaeT Ha ceOsi BHUMaHUE MPU I3TOM
KPOBHOPOJACTBEeHHBIN Opak B 37 u3 41 cembu [139].

Becy konTHHTeHT OonbHbIX BBD, kak metw, Tak W B3pOCIbIE HYXIAIOTCS B
aZpecHON MEIUIIMHCKOW TOMOIIM, B TOM 4YHCIE OOECIEeUYeHUH JIeKapCTBEHHBIMU
npenapaTaMmu, JieUeOHbIM MUTAHUEM, NEPEBA30UYHBIMU Matepuaniamu. (OOecrieueHue
BBICOKOTO YpPOBHS ATHUX YCIYyr BO3MOJKHO JHUIIb NPU HAJIUYUU B KaXKJIOM PETHOHE
CTpaHbl aKTyaJu3UpOBaHHOTO peecTpa marueHToB ¢ BBD. Ha ux ocHoBe MoxeT ObITh
chopmupoBan HammonansHeiii peectp BBD Poccun. YuuteiBas, uto B PecnyOnuke
Jlarectan camble BBICOKME B CTpaHE aOCOJIOTHBIE IMOKa3aTeld, PaclHpOCTPAHEHHOCTD
(ma 1 000 000 macenmenus) u 3aboneBaeMocTh (Ha 1 000 000 >XUBOPOKIESHHBIX)
oonpHbIx BBD, moaxon B peanuzandu  aKTyaJdu3HUPOBAHHOTO PECIYyOJIMKAHCKOTO
peectpa BED B Pecnybnuke JlarectaH MOKeT OBITh B3AT 3a OCHOBY B CyOBEKTax BCel

cTtpansl U DenepasbHOTO peecTpa.

1.3. Knvnuuyeckue acneKThbl M JUATHOCTHUKA BPOKIAEHHOT0
OYyJJIE3HOI0 AMUAEPMOJIN3A

1.3.1. Kinnu4eckue NposiBJIeHUS U OCJI0KHEHHUS BPOKIAEHHOT0 OYJIJIE3HOIO
MUAEPMOJIN3A

KnuHuKO-aHaMHECTHYECKHE JTaHHbIE Ha CETOJNHSIIHUA J€Hb  SBJSIOTCS
OCHOBaHHMEM B HUJEHTU(pUKAIMU KIMHUYeckoro auarHo3a BBD. Ilposenenue
JOTIOJIHUTENIbHBIX JTA0OPAaTOPHBIX MCCIIEIOBAHUN SIBJISIETCS B PETHOHAX CTPaHbI IO
Pa3HBIM IPUYMHAM HE JOCTYIHBIM. ITO MOXKET MPUBOJIUTH K OLIMOKaM B BepuDUKALINU
tuna u cyotuna BBD, kaxapiii U3 KOTOPBHIX MMEET pa3Hbli MPOTHO3 M MOAXOJ K
MenuuuHCKOU momonu [68]. CreneHb TsKeCTH 3aBUCUT OT Tumna u cyOtuma BBO:
PacIpOCTPAaHEHHOCTh U JUIUTENIBHOCTh CYIIECTBOBAHUS MOP(OJIOTHYECKUX JIEMEHTOB,
pa3BUTHEM UX OCJIOXKHEHUN — UHPUUUpPOBaHHEM, pyOleBanueMm (hopMUpyroTcs
MICEeBJOCUHIAKTUIINNA, KOHTPAKTYpPbl, CTPUKTYPHI), 3aJep>KKa pOCTa U pPa3BUTHUS,
CHHJIPOM MaJibabCcopOInu, TIOCKOKIETOUHBIN pak. [Ipu mro6oit popme BBD mpoTekaer

TAKCIJIO, 3HAYUTCIBHO YXYyAMIACT Ka4YCCTBO JKW3HU IIAlIMCHTA, — HWHBAJIUIAU3ALUSA



26

MPEUMYIIECTBEHHO HACTynmaeT B TMepBble ToJbl 3a00JeBaHMs. OTU MAIUEHTHI
HYXJAI0TCSI B JUIMTEIHLHOM TOJJICPKAHUKM M YIYUIICHUM KauecTBa KU3HHU, TaK Kak
MPOJOIKUTEILHOCTD KU3HU OOJIBIIMHCTBA CYOTUIIOB npocToro BBD u qomuHanTHOTrO
muctpodpuueckoro BBD cooTBeTcTBYeT TakoBOM B 001Iel momyisuuu. s naiueHToB
¢ peueccuBHbiM BBD u morpannunsiM BBD ['epnuna xapaktepHa nmpexaeBpeMeHHas
CMEPTHOCTH U, CJIEA0BATEIbHO, CPOYHAS MeAUIMHCKas romotnls [97, 98, 99, 102]. Bee
MeponpusiTus mnarueHtam ¢ BBD  sABnsioTcs nmamsiMaTUBHBIMU:  YCTPAHEHHE W
oOjeryeHue CcUMOTOMOB (3yn, OO0Jb), 3allUTa KOXHU OT TpaBM, HpOPUIAKTHKA
MH(EKIM, KOppeKIusi NaToJIOTui »kenyaouHo-kuineyHoro tpakrta (XKKT), 3y0os,
KocTHO-cycTaBHoro anmnapara (KCA); moMmols npu HapylUIeHUH MUTAHUS U CBSI3aHHBIX
C 9TUM OCJOXXKHEHHH, npoduiakTuka aedopManuii U KOHTPAKTYp, MCUXOJOTHYECKas
MOJJEPKKA, TMPEAYNPEKICHUE UM  YMEHBIICHUE  BBIPAXKEHHOCTH  BHEKOXKHBIX
MYJbTHOPTaHHBIX TOPAKEHUN U UX CBOEBpPEMEHHAasA AuarHoctuka [64]. KapaunanbHoro
JICYEHUS Ha CETOJHS HET, OHO 3aKJII0YAETCS B MHOTONPO(UIBHON CTIeIIUaTu3upOBAHHOM
MEIUIMHCKOW TOMOIIY, TMPABUIBHOM yXOJ, TICHUXOJIOTHYECKOW U COLHMAIbHOU
nojiyiepxkke [83].

be3ycioBHO, HEOOXOAMMO BHENPATHh MEPCHEKTUBHOE HAIpaBlIeHHE JIa0OpaTOPHOU
JUAarHOCTUKH — FeHETUYECKn aHain3 marepuana metoaom JHK-nmuarnoctuku. Ho u B
ATOM Clly4yae MpPEABAPUTENIbHBIN JUAarHo3, YCTAHOBIICHHBIM HAa OCHOBAaHUMU KIIMHUKO-
AHAMHECTUYECKUX JIAHHBIX, 00JIEr4aeT MOUCK MYTAHTHBIX T€HOB. [l Kaxaoro Tura
BbD  xapakTepHbl KIMHUKO-aHAMHECTUYECKHWE MPU3HAKH, [O3BOJIAIOIINE  €T0
unentuduuuponats. [ly3eips npu nokanuzoBannoM [IBBD, nonsua Bebepa-Koxkeiina,
pacmoJiaraeTcss BHYTPUAIHUJAECPMAIbHO, a B OCHOBAHWUU IIy3bIPS  PACIIOJIOKEHA
HETMOBPEKIeHHas OazaibHasi MemOpaHa. {15 Hee XxapakTepHbl OyJIIE3HBIE U SPO3UBHBIC
MOP(OJOTUYECKUE  BJIEMEHTBhl  HCKIIOUHMTENIBHO HA  Yy4YacTKaX, IOJABEPKEHHBIX
MexaHuueckoil TpaBMme (kuctu u ctombl) [68]. Coaepxkumoe My3bIpeil Mmpo3padyHoe,
U3pelika TeMOpparunyeckoe, a SMUTEIUZUPYIOTCS 3PO3UH MOCTIE UX BCKPBITUSL OBICTPO U
0e3 pyoueBanus [67] OaHako nHoraa manudecTanus 3Toi GOPMbBI MOKET TPOU3ONTH B
BO3pacTe BOCEMHAAIAaTH JieT W crapmie (ciayxk0a B apMuM), KOrja MPOUCXOJAT

Ype3MEPHBIEC HArPY3KU Ha KOXKY cTom. Hamo oTMeTuTh, 4TO MHOTIA PACIPOCTPAHEHHBIE
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W3HAYaJIbHO BBICHIIIAHUS C BO3PACTOM, KaK MPaBWIIO, OrPAaHUYMBAIOTCA JIAJIOHHO-
MOJIOIIBEHHOM MOBEPXHOCTHIO [83].

I'enepanuzoBannsiii [IBBD (moarun KébGuepa u Jloynunra-Meapsl) Takxke
MPOSIBIISICTCSL C POXKACHUSL MY3BIPSIMU B OOJACTU CTON U KHUCTEW. 3aTeM 3JIEMEHTHI
MOSABJISIOTCA Ha APYTUX YYACTKaX KOXKH, MOJBEPKECHHBIX JIABICHUIO U TPEHUIO, — Ied,
MOSICHUIIA, JIOKTH, KOJIGHM — C JICTHUMHU nepuoaamu oboctpenus. Jlumb y nereit
paHHETO JIETCKOTO BO3pacTa OTCYTCTBYeT MOAO0OHAs CE30HHAs 3aBUCUMOCTD
KIIMHUYECKUX MNPOsSIBICHUN [67]. Y Mmy3bIpedl IUIOTHAS TMOKPBIIIKA, UMEETCS KOJbIIO
runepeMun BOKpyr. boibHble 0TMeUaroT 00J1b B 00JIACTH My3bIPs, KOTOPasi KYUPYETCs
€ro BCKPBITHEM, a 3aTE€M XOKEHHE Ha BECh INEPUOJ CylIeCTBOBaHUA 3po3uu. [locrme
pereHepanuy IMOJACOXIIass KOpOYKa OTTOPraercsi, OCTAaBIISISl THIEPIUTMEHTALMIO,
OJIHAKO, €CIIM Cpe3aTb MOKPBIIIKY IYy3bIps, 3aKUBICHUE JPO3UHM 3aTATHBACTCS.
[1aTOrHOMOHUYHO pEUUIUBUPOBAHUE IMy3bIpEd HAa OJAHOM M TOM XK€ MecTe (Jarie
nojoiiBa), rae (GOpMUPYETCS OYaroBbIM THUIEPKEpaTO3. XapaKTEPHBIM MPU3HAKOM
ABJISICTCS JIAJIOHHO-TIOJIOIIBEHHBIM TUIIEPKEPATO3, KOTOPBIA YacTO COMPOBOXKAAETCS
MHKO30M CTOII, a TaKKe MPUOOPETEHHUE CEPOBATOIO 1IBETA, YTOIIICHUE U UCKPUBIICHHE
Horterd [64]. Y nereil mepBBIX JIET >KM3HU OTMEUAKOTCS MY3bIPM M Ha CIU3UCTOU
000J0uKe pTa, HO OHHM OBICTPO HNUTEIUZUPYIOTCS W MO OTOM NPUUUHE HE
¢bukcupyrorcs, JaMO0 € TPUCOCAUHEHUEM MUOTEHHONW WH(OEKIUU MPOSBISIOTCSA
adTo3HBIM cTOMaTUTOM [1].

Penkum xnunnueckuMm nonarunom [IBBD sBasiercsa dopma ¢ mporpeccupyroiei
MBIIIIEYHON AUCTpOoPuUEN, KOTOopas MOXET Pa3BUThCA II0CJIE€ TE€HEPATU30BAHHOTO
MTy3BIPHOTO MOPAKEHUS KOXKH yXkKe K 2—3 rogaM. Beicoka CMEPTHOCTH B TPYIINE JETEH C
[IBB3D noaruna Jloynunra-Meapa u npu meliiednoi auctpoduu B Bozpacte 10—40 ner
[64].

[Ipu IIpBbD pacuierenne KOXW HPOUCXOAUT B 30HE CBETIIOW IJIACTHUHKH
JIE€PMO-3TUIEPMAIIBHOTO COCIMHEHUS [56, 114]. Paznmuyaror  moaTuIib:
TEHEPAIM30BAHHBIN TSKENbIA XEpIAUTLA, TE€HEPATU30BAHHBIA CPEIHETSIKENbIM He-

XepnuTua, Jokain3oBaHHbld He-Xepautua u [IpBbBD ¢ arpesueinn npusBpatHuka. [Ipu
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noaTune XepJHuTHa OTMEYAroTCs, KakK IMPaBUJIO, C POXKICHHUS TIE€HEPAIN30BaHHbBIC
My3BIPH KOXKHU U

CIM3UCTBIX O000JOUYEK, 3PO3UBHO-SI3BEHHBIE JJIEMEHTHI, pEreHepupyrome pyOoroBon
atpodueil, B TOM YUCJIE U MATKUX TKaHEW POTOBOU MOJIOCTH, MOPAXKEHUE HOTTEH U UX
yTpaTa euie B MJIaJeHYEeCTBEe, TUIOIIa3usi 3yOHOU sManu u kapuec. [latTorHomoHUYHA
rpaHyJIAIIMOHHAsT TKaHb, KOTOpas e€lle B paHHEM JEeTCTBe oOpasyercs
nepuopuUIraIbHO, CAMMETPUYHO IO Kparo 3po3uil B 00JIaCTU HOTTEBBIX BAJIUKOB,
BEPXHEN YacCTU CIHMHBI M MOJMBIIIEYHbIX BHaguH. OTMEUAaEeTCSd aHEMUSA U MOPAKECHUS
CIM3UCTOM  JKENYJIOYHO-KMIIEYHOTO  TPaKTa, BEPXHUX  JBIXAaTEIbHBIX IyTEH,
MOYEIOJIOBBIX OpPraHoB, TOYEK, IJa3. DBHEKOXHbIE TOPaXEHHUS OCIOKHSIIOTCSA
CpallleHueM BEeK, TOMYTHEHUEM POTOBUIIBI I1a3, 3aTPYJAHEHUEM JibIxaHus, Tudy3HOM
anoneunei. Bo3MOXXHO M3peqKka BOBiIeUeHUE B Iponecc kucreil pyk [63]. CoueranHas
CHUCTEMHAs MAaTOJIOTHSI, OCIIOKHEHUSI U HECBOEBPEMEHHAS MAJUIMATUBHASA MOMOIIb IPU
nannoM noarune [IpBbD obycnasnuBaioT 40% ypoBEeHb CMEPTHOCTH B TEPBBIA TOA
KU3HU.

[Ipu nonrune renepanu3oBaHHOM cpegHeTsnkenom [IpBbD He-XepnuTna KoxHbIE
MPOSIBJIEHUS] HECKOJIBKO MJIEHTUYHBI, OJTHAKO HET SIPKO BBIPAKEHHOM TPaHYJIALUU KOKHU
W PEOKM BHEKOXHBIE CHCTEMHbIE mnopaxeHus [173]. Moxer oTMedarbCs
KapJAUOMHUOIIATUSA, IIOYEYHAsl HEJOCTATOYHOCTh, CpAIllEHUE BEK, 3alopbl, CTEHO3
rOpTaHU U Tpaxew, 3a/iep>kKka (U3UYECKOro pa3BUTHS, ocTeonopo3. Ho »Tu Tsxkemnbie
AHOMAJIMU Pa3BUTHS HE MPUBOIAT K JIETAJIbHOMY MCXOY B MJaJeHUYeCTBE [56, 63].

[Ipu noxanuzoBannoMm mnoaTtune I[IpBbD nHe-Xepnutna 3aboneBanue, XOTh U
HAUYMHAETCS C POXKIACHHUS, IPOTEKAET JIErKO, OTPAHUYUBASICh, KaK MPAaBUJIO, KUCTIMHU,
CTONIaMU U TepeHEN MOBEPXHOCThIO rojeHed. [Ipornos OmaronpustHei. Cnuzucras
000J104Ka POTOBOM MOJOCTH M MUIIEBAPUTEIBHOIO TPaKTa CBOOOJHBI OT BHICHIAHUUN
[79] Uspenka compoBoxaaeTcsi TUNIOIUIa3Ue 3yOHOM aManu u aHoHuxuel [35].

Kazynctuueckn penko Bcrpeuaerca noarun [I[pBbD ¢ arpesumeir nmpuBpaTtHuUKa.
[Ipu sTOoM MoOryT HaOMIOAATHCA: AHOMANHS YpPOTE€HUTAIBbHOW CHUCTEMBI, OOIIUPHBIC
TSDKEJBIE TTOPAXKEHUS KOKU U CUCTEMHBIE HAPYIICHUSI, HE COBMECTUMBIE C )KU3HBIO, YTO

BCACT K JICTAJIbHOCTH BCKOPC IIOCIIC POXIACHUA. B 10 xe BpEMs OIIMCAaH HEJIeTAILHBIN
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CJIy4ai 3TOro MOATHUIIA Y KOMIOYHA-reTepo3urotT [83]. U npu nerkom teuenun [IpBb3,
OTCYTCTBUHU PYOIIOBBIX U3MEHEHUM, OH TaK)Ke€ MOXET OBITh aCCOLMHPOBAH C MOPOKOM
Pa3BUTHS AaHTPAIBHOTO OTIENA )emyaka [129].

[Ipu JIBBD BBIIEISAIOT TpU 4YaCTO BCTPEUAIOMIUMXCS IOJATHIIA: JOMHHAHTHBIN
JIBBD Kokelina-Typena u [1a3uHu, penecCuBHBIN TSHKENBIN reHepann3oBanubiii [[BbD
Amonno-CuMeHca M pELECCUBHBIA TE€HEpaJu30BaHHBI HemyTuiaupyromui JBBDO.
[ly3pipu mpu 5TOM THnEe (OPMUPYIOTCS MO TUIOTHOM IUIACTUHKON OazaibHOM
MeMmOpanbl [56]. Hamo oTMeTuTh, 4TO XOTS CTPOTON KOPPENSIIIUU MEXAy (PEHOTUIIOM U
TEHOTUIIOM HET, MyTallui U UX JOKAJIHU3alUs B T€HE NMOMOTAIT MPEICTABUTh TAKECTh
kinHuku. Tak, npu nomuHantHOM JIBBD Kokeitna-TypeHa oTmeudaeTcss MATKun
(eHoTUN ¢ JIOKAIM30BAHHBIMU aKPAJIbHBIMU BBI3BIBAEMBIMU TPABMOUM IMY3BIPSMH,
po3UsIMH U TOpaxkeHneM Horred. C BO3pacTOM CUMIOTOMBI HUBEIHPYIOTCA U
COXPaHSIIOTCS JIUIIb PyOIbl 00JIACTU KOJIEHHBIX CYCTaBOB, JIOKTEH, JTOJIBIKEK, TOJICHEN U
n3MeHenus Horreu [1, 164]. C poxaeHuss NOSBIAIOTCS I'€HEPAIN30BAHHbBIC Ty3bIPHBIC
BBICBHINIAHUS, MUJINYMBI, TPEUMYIIECTBEHHO Ha KOHEYHOCTAX. Perenepaunust my3bipen
3aBepIIaeTcs aTpOPUUYECKUMU MUTMEHTUPOBAHHBIMH PyOIlaMU C YETKON TpaHUIIeH,
Jerko coOuparomumucs B ckiaaku. OTmedaeTcs yTpaTa HEKOTOPBIX HOTTEBBIX
IJIACTUHOK, UX JUCTPOdUs, MPEUMYIIECTBEHHO HA CTOMNAaX, MPUYEM 3TO MOXKET OBITh
€MHCTBEHHBIM posiBIeHueM noMuHaHTHON hopmbl JIBBD Kokeitna-Typena naxe npu
OTCYTCTBHUU Iy3bIpeN B ceMeMHOM aHamHese [93, 143]. Poct u pa3BUTHE HE HAPYLIEHBI,
JWIIb HW3pEAKa B MPOLECC BOBIEKAECTCS IMHUILEBOJ M OTMEYAETCA 3aTPyJAHEHHUE
MPOXOJAUMOCTH MHUIIM, HO C BO3pacTOM CHUMNOTOM perpeccupyer. [Ipaktuuecku He
nopakaeTcst opras 3penus [63, 136].

[Tonrun Ilasuan pomuHanTHOro JIBBD mposBisieTcs TreHepaln30BaHHBIMU
My3bIPSIMA  C TIOPAXKEHUEM CIU3UCTOM OO0O0JIOYKH TMOJOCTH pTa U 3yOHOH H3Maiu.
Bynnésnbie 35eMeHThl perpeccupyroT 00pa3oBaHreM pPYyOIOBBIX OJSIIEK U MUJIHMYMOB.
Ero KJIMHUYECKON 0COOEHHOCTBIO SIBJISTFOTCS OesiecoBaThie IJIOTHBIE
nepuOoNTUKYIISIpHBIE MaMyJibl, COAEPKAINe JEerpaAUpPOBABIINNA XOHIPOUTHH CybdaT
— anbOomamynouansie  mopaxkenuss [107, 118]. HWmenHo wuaeHTUUKALIMSA

ICHCPAIN30BaHHBIX aJ'II)6OHaHYJ'IOI/I,Z[HBIX 3JIEMEHTOB SBJISIETCS HanOoJiee 3HAYMMBIM
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KOXKHBIM MPOsIBIIEHUEM 3TOr0 noaTumna /IBb3, a He my3bpipu U 3po3uM, Kak MpU APYTrUX
dbopmax BBD [71].

[ns renepanmuzoBaHHoro peueccuBHoro JIBBD Asmono-CuMeHca xapaKTepHBI
reHepaJIN30BaHHbIE MY3bIPHU, SPO3UM €IlI€ B HEOHATaJIbHOM IMEpUOojE, aTpoPuueckue
pyOI1Ibl, OHUXOAUCTPO(DUS BIUIOTH A0 YTpaThl HOITEBBIX IUIACTHUH, KOHTPAKTYphl U
MCEBAOCUHAAKTIIINM KUCTed u cron [49]. CHCTEMHBIE MNOPAXKEHUS TUIWYHBI U
OTMEYAETCS TMOPAXEHHUE SKEIYJOYHO-KUIIEYHOTO TpakTa (3amopel, OOIM Mpu
nedexanun), oOpa3zoBaHue My3bIpel BO PTy, pyOlleBaHUE SI3bIKA U JHA MOJIOCTU pTa C
MPOTPECCUPYIOIIUM  YMEHBIICHUEM PA3MEPOB TMOJOCTA pTa. IDPO3UM MHIIEBOJA
MPUBOJAT K (POPMHUPOBAHUIO CTPUKTYP M €r0 CYKEHHUIO, YTO BBI3BIBAECT TSDKEIYIO
mucharuro. Kak crmenctBue 3TOro, HEJOCTATOYHOE MUTaHHE, NEDUIIUT BUTAMHUHOB U
MHHEPAJIOB BEAYT K 3aJEPKKE POCTA, XPOHUUECKON aHEMUH. DPO3UHU POTOBUIBI MOTYT
MIPUBECTH K 00pa3oBaHUIO PyOILIOB U moTepe 3peHus. YacTo BOBIIEKAETCS MOYEIOIOBOM
TpakT. [laTorHOMOHWYHO mOpaxeHue 3y00B — Kapuec, neekT 3yOHOW sManu Hu
aHOMaJuW pPa3BUTHS, B TOM 4YHCI€ W Yy MOJOUYHbIX 3yOoB [89]. dopmupyercs
muddy3Hass pa3pekKEHHOCTb BOJOC U uX auctpodus. Puck 3710KaueCcTBEHHBIX
HOBOOOpazoBaHuii Koku coctaBisieT 90%. bone3Hp 4acTo 3aKaHUYMBAETCS JIETAJILHO B
paHHeM JeTCKOM Bo3pacte [64, 143].

['eHepann30BaHHBIM HEMYTHIHpYIOMUM nuctpoduueckuit BB sBnsiercs nerkoi
dbopmoit penreccuBHoro JABBD nipu koTopoil my3bIpu JOKaIU3YIOTCA Ha KUCTAX, CTOMNAX,
KOJICHSX M JIOKTAX C BOBJICUEHHEM WM O€3 BOBJICUCHHUS] CrUOATENbHBIX 00JacTed u
TYJIOBHILA. 3a)KUBJICHUE SPO3UBHBIX AJIEMEHTOB COIMNPOBOXKIAETCA MOBEPXHOCTHBIM
pyO1ieBaHreM U 00pa3oBaHUEM MUJIMYMOB [89].

Knunnueckne mnpusHakn Kunmnep cUHApOMa pa3BHUBAOTCA C POXKICHUS H
BKJIIOYAIOT B ce€0s BO3HUKHOBEHHME ITy3bIpe Ha KOXE€ W CIM3UCTBHIX O0O0JIOYKaX,
(GOpMUPYIOLIUXCSA HAa Pa3HBIX YPOBHSX BBHIINIE U HUXKE TJIOTHOW TUIACTUHKH U MEXKIY
KepaTUHOIIUTAMU C MOCIEAYIOIUM  pyOlleBaHUEM BIUIOTH JO  KOHTPAKTyp,
(bOTOUYBCTBUTEIBHOCTh,  OCIA0EBAIONIYID C  BO3PacToOM,  MPOTPECCUPYIOLIYIO
MOMKWIOJIEPMHUIO C PaCIpOCTpaHEeHHOM aTpodueil u nurmenTanueit koxu [73]. [lpuuem

(bOTOHYBCTBI/ITeJIBHOCTB u HOfIKHJ'IOI[GpMHIO JJIA  3TOro THIIa MOXHO CYUYHTATh
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MaTOTHOMOHWYHBIMHA Tnpu3Hakamu [67]. Xapakrepno g1 KC Takxe cyxeHue
MUIIEBOJIa, YPETPhl, BIArajuilia M MOUYETOYHUKOB, KOJUT, 330(arutT, racTpur H
rUnepia3ust  JIeCeH, TMpuyeM 3yObl NPEUMYIIECTBEHHO HE  MOABEPraroTcs
MaTojgoruuyeckuM  u3MeHeHusiM. Hepenko  HaOmomaeTcss  AUCTpoPusi  HOTTEH,
KepaToJIepMus, SKTPOITMOH HIDKHUX BEK, JTEHKOKEpaTo3 ry0, MCEBAOUHTYM, HApPYILICHHUE
MOTOOTHENEHUs] (aHTUAPO3 WUIU TUnoruapo3) [68]. ¥V emunuunbix nanueHtoB ¢ KC
HaOII0/1alld TTOMYTHEHUE POTOBUIIBI, AHOMAJIMHM HMXKHEH YEeTIOCTH, KYMOJI00Opa3HBIM
yepen, OTCYTCTBUE MATOTO U Pa3JBOCHHUE YETBEPTOTO pedep, KOPOTKHUE YeTBEpTas U
naTas mAacTHele KocTtu [158], a Takke A3BBI U KEPAaTOTUUYECKUE OJSIIKK TBEPJOTO U

MSITKOTO He0a, CIM3UCTOM 000I0YKHU MIeKH [76].

1.3.2. InddepeHuuajbHast JUATHOCTHKA BPOKIAEHHOT0 0YJIJIE3HOT0

MUEPMOJIN3A

Huddepenumanbuyo auarHocTuky BBD HOBOpOXIEHHBIX W JIeTe paHHEro
JIETCKOTO BO3pacTa MPOBECTH JOCTATOUHO CI0HO. [IpoBoasT ero ¢ Oyne3Hou ¢popmoit
UXTUO3U(POPMHON IPUTPOJEPMUU, SMUJEMHUUECKON U CUPUIUTUYECKOU MYy3bIPUATKOM
HOBOPOJXKJICHHBIX, CBETOBOM  OCmoH, pyOuyomumca neMQUrougoM, KoOKHOU
nophupuen, SHTEPONATUUECKUM aKpPOAEPMATUTOM, SKCHOJUIMATUBHBIM JI€PMATUTOM
Purrepa ¢on Purrepxaiina, OyIE3HBIM HMMIIETUTO, KAHAWAO30M, TEpPIIECOM,
HeJepKaHueM nurmMeHta. Onuparbesi TP 3TOM MOXKHO JIMIIb HAa MaHU(ECTHBIE
MPOSIBJIEHUS] M1 aHAMHE3 POJIOCIOBHOM [64].

Y nmerel crapumiero BoO3pacTa MOXHO ONUpaTbCs HA aHAMHE3 — HaA4alo
3a007€BaHMsl, MEXaHWYecKass TpaBMa KOXH, HaJlMUYM€ PEMUCCHH, TO3TAMHOCTh
BOBJICYEHHUSI B MPOLIECC OPraHOB M CUCTEM, poaocioBHas. lIpum 3Tom, kak mpasuio,
npoBoauTcs auddepeHunanuss ¢ MOpUOOPETEHHBIM OyJUIE3HBIM  SMHACPMOIU30M,
ByJbrapHol  my3blpuaTkod, mnemdurougom JleBepa, cunapomom  Jlaiienna,
repneTuopMHbIM aepMaTtuToM [lropunra, nuneapueim IgA nepmatutom [127].

[Ipu Oymné3noit dopme UXTHO3UPOPMHON IpuTpoiaepmMun B otiuuue or BBD

AOMHMHHUDPYCT OpUTCMAa C Y4YaCTKaMW KPYIHHOINUIACTUHYATOr0 MICIYHICHUA, IIPpHU
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POXKJICHUU OTMEYAETCS «KOJUIOJUMHBIM IO, TMOKPHIBAIOIIUNA TUIIEPEMHPOBAHHBIC
KOXKHBIE TOKpPOBBI, B CEMEHHOM aHamHe3e — uxTuo3. I[ly3eipu perpeccupyior 0e3
pybueBanus u atpoduu [5, 17, 37].

Jns snuaeMuyYeckoll Mmy3bIpYyaTKH HE CBOMCTBEHHO JIaJIOHHO-TIOJOLIBEHHOE
MopakeHUe, My3bIpU  MHOXKECTBEHHBIE C  CEPO3HO-THOMHBIM  COJEP>KUMBIM,
BO3HUMKAIOIIME B TCUCHUE NIEPBOM HEAEIH KU3HU MIPH MUIEMUM B pojisiome [38].

[ly3plpn mipu CUDUIUTHUYUECKON MMy3bIpYATKE JIOKAJIU30BaHbl HA JAJOHSAX U
MOJOIIBaX, UMEIOT JIMJIOBBI BEHYUK C CEPO3HBIM JTUOO0 KPOBSIHUCTHIM COJIEPKUMBIM, HE
CBSI3aHBI C TPAaBMOM M coAepkaT OeHbIe TpEIoHeMBI [S8].

Jnst mpuoOpeTeHHoro OyJIIE3HOTO AMUAEPMOIIN3a XapaKTepHa XPYHKOCTh KOXH,
oOpa3zoBaHue My3bIpeil U pyO1OB, uTO UMeeT cxoacTBo U JIBBD. Onnako oTCcyTCTBUE
CEeMEMHOro aHamMHe3a W  TOo37HAS  MaHudecTaluss MO3BOJSIOT  MPaBUIBHO
BepuPuUIMPOBATH NMPUOOPETEHHOE 3a00neBanue [68].

Knuandeckue mpu3HAKU - TMOJIOXKUTEIbHBIA CUMIITOM HUKOIBCKOTO, «KpaeBoil»
cumntoM Huxonbckoro, cumntom AcOo—XaHCeHA — MO3BOJISIIOT UIACHTU(DUIIUPOBATH
OOBIKHOBEHHYIO  MY3bIPUaTKy. JInsi TOCTaHOBKM  OKOHYATEJNHHOTO  JMarfHosa
HEOOXO0AUMO JIaOOpaTOPHOE HCCIENOBaHWE Ha HaJW4yhe KIETOK TIlaHKa, a Takke
METOJI0OM IpsiMOM UMMYHO]IIIOOpeciieHIIun 00HapyxuTh IgG B anuaepmuce [8].

PyGuyromuiicss memdurons riia3 4acto COMPOBOXKIAECTCS MOPAXKEHUEM POTOBOMU
MOJIOCTH, KOXHU, a TaKKe CTPUKTYpaMH IMHUINEBOJIa M TJIOTKH, YTO 3aTPYIHSIET €ro
muddepennmanbayo auarioctuky ¢ BbD. Bepudukanus nepBoro ocHOBBIBaeTCS Ha
KIIMHUKE: KOXKa, MPEUMYIIECTBEHHO TOJOBBI U III€H, BOBIEKAaeTcs B mpolecc B 25%
ciaydaeB, B 80% - KOHBIOHKTHBA TIJa3, YYUTHIBAOT NPU 3TOM U CPEAHUNA BO3PaCT
0onbHBIX pyOLyromumcs nemduronaom (6070 net) [47].

[lo3nusisi  koxkHas mopdupusi, kak u BbBD, mnposBiseTcs my3bIpsaMH,
MPEUMYIIECTBEHHO ThUIbHOW MOBEPXHOCTHU CTOII, MPEAIIIICYUH, TIJIed, TOJeHEN, KOTOPhIE
4acTO HMHQPUUIUPYIOTCS M OCJIOXKHSIOTCS TPOOUUECKUMH $3BaMHU, HO BO3HUKAET B
Bo3pacte 40-50 mer. IIpuunHON WX BO3HUKHOBEHUSA SBISAETCA HE TpaBMa, a

CHUCTEMAaTHYECKAsl MHCOJISIUSA Y4aCTKOB KOXH [27].
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['epnietudopmubiit  gepmatut  JopuHra y  B3pOCHBIX  MOPOSBISETCA
MOJTUMOP(PHBIMU BBICHITIAHUSMU (ITy3bIPH, ITY3bIPHKH, BOJIJIBIPH) U BRIPAKEHHBIM 3Y0M,
KOTOpbI€ HUBEIUPYIOTCA MPUEMOM CYIb()OHOBBIX mMpenaparoB. OTIUYUTEIbHBIMU
npusHakamMu BBD Takxke sBISIeTCS B3aMMOCBSA3b Ny3bIpEd C TPaBMOM M CEMEWHBIN
aHamHe3 [24].

Jlmneapubi IgA nepMatur y aeted 10 S5 JET M3BECTEH KAaK XPOHUYECKAs
OynnésHas 0o0Jie3Hb JETCKOrO BO3pacTa, KOTOpas MPEeNCTaBieHa KOJbIIEBUIHBIMU
BE3UKYJIE3HO-OYJUIE3HBIMU DJIEMEHTAMHU («HHUTH KEMUyTay»), MamyjlaMi U OJsSIIKaMu B
00JlacTU TEeHUTAJIUM, BHYTPEHHEH MOBEPXHOCTH Oeliep, HUKHEW 4YacTHU >KUBOTA, PEKE
CIU3UCTOM OO0OJIOYKHM POTOBOM TMOJOCTM ® TJa3. 3abojieBaHWE HE HMEET
MaTOrHOMOHUYHBIX KJIMHUYECKUX MPU3HAKOB, U TIPHU JU(depeHInaIbHON JUAarHOCTUKE
¢ BBD akiieHT HyXHO cienaTh Ha CBSI3M MOHOMOP(HBIX My3bIpel ¢ TPaBMOM U HaIUUYUeE
3a00J7€eBaHMs B POJOCIOBHOM MpU nocieanel [61].

Bepudunuposars noarunst BE3 — cnoxknas 3amaya. 3abosieBaHuE TeTEPOTEHHO €
MHOXXE€CTBOM MAaTOT€HHBIX T€HOB, OOYCIABIUBAIOIIUX (EHOTHUN, YTO 3aTPyJHSET
Kiaccupukanuio U auarHoctuky noarunoB BBD. Ilo sToit mpuuuHe nepMaronoru u
T€HETUKHU PETyJISIPHO MEPECMaTpUBAIOT U OOHOBISIOT KIACCU(PUKAIIMOHHBIE KPUTEPUU
[61]. AnoHckue yuenble, u3zyuuB 119 cnywaeB [ABBD, ycTaHOBWIM KIMHHUYECKHE
KPUTEPUH €r0 PELEeCCUBHOM U JTOMHUHAHTHOM (OpPM, MOCKOJbKY 3TH JBE TPYMIIbI
JEMOHCTPUPYIOT 3aMETHBIE Pa3JInuMsl B MPOTHO3€, PUCKE N'€HETUYECKOTO PEUHUANBA U
peakuny Ha CHMIITOMATHYECKYIO Tepanuio. VMW chenaH BbIBOJA, YTO CUHIAKTHIIUA,
HaJu4yue OCIOXHEHUU B POTOBOM MOJIOCTU C MOpakKeHUEM 3yOOB, TeueHHUE Oe3 SIBHOU
peMuccuu ykaspiBaloT Ha peneccuBHbll J[BBD (cmeunduunocts OGonee 70%).
XpoHUYECKOE SI3BEHHOE MOpa)keHUue KOXH co cnenuduuHocthio Oonee 55% Takxke
CBUJICTEIILCTBYET 00 3TOM MOATHINE. A BOT MOPAXKEHUS HOTTEW, pyOubl u arpodus,
MUJIMYMBI, MTUTMEHTALIUS XapaKkTepHsbl s odeux ¢opm JIBBD u He momoraroT mpu ux
muddepennmanuu [141]. OTcyrcTBUE pyOIIOB U aTpodUU KOXKH, TUCTPODUN HOTTEH U
munuyMoB mnpucynie [IBBD, a repnerudopmHOe pacmosioxKeHUE SJIEMEHTOB H
rpanyysinuu - ero noxaruny Joymunar-Meapa wiam  [IpBbD  renepanuzoBanHOMY

Xepautna [21, 63].
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Jns Bepudukanuu takoro peakoro tuna BB, kak Kunmnep cunapom (KC), B
2005 rony Fisher J.A. ¢ coaBTOpamMu cCUCTEMAaTU3UPOBAIIUA €T0 KIMHUYECKUE MPU3HAKU
Ha OoJbllne, Majabie U accouuupoBanabie (Tabmuma 5) [104].

JluarHo3 JOCTOBEpEH TMpPHU COYETAHUM OJHOBPEMEHHO 4YEThIpeX OOJIbIIUX
MPU3HAKOB, a MPU HAIWYUU Tpex OoybIMX M ABYX Manbix auarHo3 KC sBusercs
BeposTHBIM. KC cuuTtaercsi Il BO3MOXKHBIM, €CIIM MPUCYTCTBYIOT ABa OOJBIINX U
JIBa MaJIbIX KpUTEPHS, TUOO 1O JABa OOIBIINX U aCCOIMUPOBAHHBIX TTpu3HaKa [104].

KC BepuduuupyroT Kak JerKuid, YMEPEHHbIH U TSDKENbIA, UCXOAS U3 TAKECTU
OCHOBHBIX MPU3HAKOB U CTEMIEHH MOPaXEHUsI CIU3ucTor obosouku [140].

Huddepenuuansuyro aumardoctuky KC mnpoBomst ¢ cunapomom KokeliHa wu
bnyma, BpoxaeHHsIM nuckeparo3oM, /IBBED u [IpBbD, nolikunogepmueit PormyHna-
ToMcOHa, NHUIMEHTHOM  KCEpOJACPMHEHN,  HACIEICTBEHHOM  aKpOKEpPaTUYECKOU
norikunoaepmueit Bepu (Weary) [4, 73].

Cunnpom Kokeiina mposiBisiercsa, kak 1 KC, B paHHeM AETCTBE IOBBIIICHHON
(hOTOUYBCTBUTEIBHOCTHIO, TOUKWIIOAEPMUEH, OYyIIIe3HON peakiuei u aTpodueil KoxH,
HO CEeMEHHBbIN aHaMHe3, HaJu4yue TIyXOThl, aTpodus 3pUTEILHOTO HEpPBa, CTAPUYECKUIA
BHJI, OOJIbIIME JIAJJOHU M TMOJOIIBBI MPHU HEMPONOPIMOHATBLHO MAaJ€HbKOW TO0JIOBE,
HepOoTUUECKUN CHHAPOM, YMCTBEHHAs OTCTaJOCTh C HapyIIEHUEM MO3TOBOIO

KPOBOTEUEHHUS MTO3BOJISIIOT BBICTABUTH AUarHo3 cuuapoma Kokeitna [30].
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Ta6muna 5 — [TatorHomoHuYHbIe NTpu3Haku Kuuamep cuaapoma

bonpimme cTurMel

Majbie CTUTMBI

AccouunpoBaHHbIE
MIPU3HAKH

OO6pa3oBaHue akpaabHBIX

Iy3bIpEU B PAHHEM JETCKOM

IlceBnocHmakTHINSA

Huctpodus Horren

BO3pACTE
[Tovikunoaepmust Pa3Butne nopaxxeHuii Keparonepmus nagonen
IIPOTPECCUPYIOIIAS CIIM3UCTOU 000JIOUKH Y MOJIOIIB

ropTaHu, MUIIEBO/A,
YPOTEHUTAILHOTO TPAaKTa U
aHAJILHOU 00J1acTh

Atpodus koxu

IloBBIIIEHHAS
YyBCTBUTEIILHOCTh K
COJIHEUHBIM JIy4yam

Hemnomuorienuocts n
c1a0oCTh neceHd n/mmbo ux
HEOoIUIa3usA

Kapuec 3y6HO0i#1 smanu,
MEPUOIOHTHUT U
HapyIIeHNue
pope3bIBaHus 3y0OB

IIceBnoanrunym
(dubpo3ubie
HUPKYJISPHBIE
MEePETSHKKU MaJIbIEB)

Jletikorakus ry0

[L1ockokIeTOUHBIN pak

['unoruapos nim
AHTUIPO3

AHOManuu pa3BUTUs
KOCTHOM TKaHHU

9KTpOHI/IOH HHMXXHHX BCK

[Ipu cunapome biaoMa OTMEUAaeTCs COYETAHUE KIMHUYECKUX MPU3HAKOB,
no3BoJisitonux ero auddepennuponats ¢ KC: TeneaHrnoskrasus ek 1 COUMHKY HOCA B
dhopmMe 6ab0UKH, HU3KasE Macca Tejla M KapJIUKOBOCTh [S5].

BpoxneHHbIil quckepaTo3 pa3BUBAETCA B Bo3pacTe 5—15 metr u conpoBOXAAETCS
HOCOBBIMU KPOBOTEUYEHUSIMH, TOUKUIIOAEPMUEH, JIEUKOTUIAKUEH CIU3UCTBIX 000JIOYEK,
nuctpodueld HOrTeH, MOpaKEHUEM IJia3, JIaJOHHO-MOJOIIBEHHBIM THUIEPKEPATO30M,

TUIOTPUXO030M pECHUIl. 3a00JeBaHHE JTUArHOCTUPYIOT HAa OCHOBAHUHU KIMHUYECKHUX

naHHbIX [20].
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JlnarHoctTuka MUrMEHTHOU KCEpOAEPMUU 0a3upyeTcsl Ha KIMHUKE C MOPAXKEHUEM
HHC, opranoB 3peHus u (HOTOUYBCTBUTEIBHOCTHIO KOXH, JaHHBIX aHaMHe3a
(MaHmbecTaus B paHHEM JETCKOM BO3pacTe C BECEHHE-JIETHUM 00OCTPEHHEM), HOCUT
CeMeNHbId XapakTep, HO B ommuue oT KC, misg Hee He XapakTepHbl Iy3bIPHBIC
Mopdonoruueckue nemMeHTsI [60].

[Totikunonepmust Pormynna-Tomcona manudectupyer Ha 1-2 roay >KU3HH, U
(hOTOUYBCTBUTEIBHOCTh KOXKHM COIPOBOXKAAETCS PACIPOCTPAHEHHBIMHU IY3BIPSIMH U
nolkmwioaepmuein. Ecth u cneuunduunble npuszHaku, He XapakrtepHbie mis KC, —
MaJICHBKUW  TITUIETIONOOHBIM  Yepemn, CeIJIOBUAHBIA  HOC, THUIIOTOHAIW3M U
TUIIEPIIAPATUPEOUIN3M, TOHKHE U JIOMKHE BBITTAIAI0IIKAE BOIOCHI [151].

Jns  HacnencTBEHHOW akpokepartuueckoil mnoiikuinonaepmun Bepu (Weary)
CBOMCTBEHHO BE3MKYJIO-IIyCTYJNE3HAS JIAJIOHHO-TIOIOMIBEHHAS ChIIb, YCHJIMBAOIIASICS
Py TpaBMAaTU3alMK, CTOWKas MOUKUIOAEPMHS, U CKIEPONOAOOHBIE CUMMETPUUYHBIC
MOJIOCOBHUJIHBIE 3JIEMEHTHI. B Mpolecc BOBIEKAIOTCS W KOXHBIE CKJIAIAKH, a JIULIO U

YIIHBIE PAKOBHUHBI, KaK IMTPABUIIO, HE TOpaxkaroTcs [95].

1.3.3. JlaGopaTopHasi AMATHOCTUKA BPOKIAEHHOT0 OYJLUIE3HOI0 MIMAECPMOJIH3A

Hns Bepudukanmu BbBD Ha ocHOBaHMM JHIb KIMHUKO-aHAMHECTUYECKUX
JAHHBIX TPeOyeTCsl BhICOKAs KOMIIETEHIIUS Bpaueld MEPBUYHOIO 3BEHA, YTO HE BCErjaa
OCYIIECTBUMO B pailoHHbIX M Topojackux JIITY. [Inga moarBepxaeHus nquarHoza BbBD
HeoOXoMMo JabopaTtopHoe oOciegoBaHue O0JIbHOTO. EciiM Mmarorucroinoruyeckoe
HCCIIeIOBaHNE MOPAKEHHOTO yYacTKa KOXKH M mo3BoJisieT nuddepenuuponats BBD ot
Ipyrux OyJUI€3HBIX JIEPMATO30B MO YPOBHIO 3aJIETAHUS MY3BIPS, TO TUIBI U CyOTHUIIBI
BBD paznuuute mexay coOoi 3TOT MeTol He mo3BoJisieT [3]. Mexy TeM moclieiHue
ONPEAEISAIOT MPOJOKUTEIBHOCTh XKU3HU M BO3MOXHBIE OcCioxHeHuss BbD, a ux
CBOEBpEMEHHAass  WJCHTHU(UKAIMA  TO3BOJSET  MPOBECTU  IIEJICHANPABICHHYIO
NpOoPUIAKTUKY KOXHBIX MU CHUCTEMHBIX MOPAXEHUW MPU AUCMAHCEPHOM HAOIOICHUMU.
JlabopatopHoe wucciaegoBanue BBD B Poccum mpoBOAST TpPaHCMHUCCHOHHOM

ANEKTpOHHOM  Mukpockonuedr  (TOM), HenpaMbiIM  UMMYHOQDIIOOPECHEHTHBIM



37

antureHHbIM kaptupoBanueM (MAK) u renernueckum ananuzom (JJHK-nuarnoctuka) B
3aBUCUMOCTH OT BO3MOKHOCTEU U PECYpPCOB PETMOHOB [32].

B 2016 rogy MexnyHapoaHas accoLMalMs MO HUCCIEIOBAHHUIO OYIIE3HOIO
nuctpoduueckoro snuaepmonnza (DEBRA) paspaborana kinHUYeCKHUE MPAKTUYECKUE
pekoMeHaaruu mo jgadoparopHoi auarnoctuke BB [112]. Tak, meton MAK mo3Bomser
OBICTPO YCTAaHOBUTH YPOBE€Hb (POPMHUpPOBAHUS MY3bIps U ACHUIHUT CTPYKTYPHBIX
O€JIKOB-aHTUT€HOB HCIIOJIb30BaHUEM CHEUU(PUUECKUX MOHO- U TOJHKIOHATBHBIX
AHTUTENl C BBICOKOM CHEeMU(UUHOCTBI0O M YYBCTBUTENbHOCTBHIO [77, 176]. Ilpu
BbinoTHeHHU MAK X0Ts ObI ¢ OHOUM Pa3HOBUIHOCTHIO AaHTUTEN K Kaxjaomy tuiy BBO
JOCTUTAETCSl BBICOKAs CTEIEHb €ro JOCTOBEPHOCTH, a ISl ONPEAEIEHUS YpPOBHSA
3ajieraHus my3bIps - ¢ aHTUTenaMu K kosuareny [V tuna [109, 145, 147]. YpoBens u
MHTEHCUBHOCTb OKpaIlIMBaHUs (CBEUCHUS) CTPYKTYPHBIX KOMIIOHEHTOB KOKH OOJILHOTO
MO3BOJISIET OLIEHUTh OTCYTCTBHUE, HAIMUUE WM CHUKEHHUE SKCIPECCUU CIEIU(PUUECKUX
OenkoB-aHTUTeHOB (kKepatuHbl S5 w14, mamunawmH- 03B3y2, CD 151, niaekTuH,
makopuinH-1, 7ecCMOIIakuH, MIaKOoTI00yIuH, nHTeTpuH 064, kunanun-1, BPAG 1,
sk30¢unuH-5, komnaredsl VII u XVII tunos, uutokepatun 5 u 14), neexTbl KOTOPHIX
npuBoAAT K pa3Buthio BBD. MAK nmeer U MpOrHOCTUYECKOE 3HAYECHHUE, MOCKOJIBKY
OTCYTCTBHUE psifia crnerupuueckux OenkoB (Hampumep, kowtareHa VII u XVII tumnos,
JaMUHUHA-332) COMPOBOXKIAETCS TsOKEIbIM KIMHUYECKUM TeueHneM BBD, a wux
ocTaTouHasi sKcnpeccusi 6osnee jgerkum penorunom [57, 108]. DToT MeTOA MO3BOJSAET
yTOUHUTH noATun BBD, 0lHaKO y MallMeHTOB CO CHUKEHHOMN 3KCIpeccuen 1eeKTHOro
TF€Ha OH MOXET JaBaTh JIOAKHOIOJOKUTEIBHBIE WIIH JIOKHOOTPULATEIIbHBIE PE3YIbTAThI
[176]. Henocratkamu MAK siBisieTcss 1 ero ”HBa3MBHOCTb, TaK Kak TpeOyeTcs: Ouorcust
KOXKHU, a IpH Jerkux noarunax BB 0e3 u3aMeHeHuss UMMYyHOPEaKTUBHOCTH KOXKH U 0€3
ee pacuierieHus (noMmuHaHTHbEIN JIBBD, nokanuzoBannusii [IBED Bebepa-Kokeitna),
OH siBisieTca HenHpopMmaTUBHBIM. Ha pe3ynbTarhl McciefoBaHUs BIUSIOT Kaue€CTBO U
KOJIMYECTBO MIPUMEHSIEMBIX aHTUTEN, ONBIT U KBamudukaius madopanrta [112], a Takxke
HaJM4Yue UCKYCCTBEHHBIX PaclIeIUICHUM, OTCYTCTBUE My3bIpel B o0paslie cpesa.

TOM ToOXe JOCTaTOYHO TPYAOEMKHUM METOHA, TpeOYIOMMUil  BBICOKOU

KBadu(dUKaMK U oOmbiTa paboThl JabopaHTa ¢ maTtepuaioMm OosibHBIX BBD, kak B
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npoiecce 00pabOTKH 00pa3lloB KOXKH, TaK W MPU UHTEPIPETALUU €€ CTPYKTYPHBIX
nedexToB. JTa METOAuKa IMO3BOJISIET OOHAPYXUTh YIbTPACTPYKTYPHBIE AHOMAIIUU
KOXKH, XapakTepHbie /uisi TunoB BBD: Ha ypoBHE SNUTENMOUUTOB 0a3alibHOTO CJOS, B
30HE OnecTslled IMIaCTUHKM O0a3albHOM MeMOpaHbl, MEXAy IUIOTHOM IJIACTUHKON
0azanbHOU MeMOpaHbl U JiepMOM MO0 Ha pa3HbIX ypoBHAX [94. 159]. B 3aknmtouenuu
TOM onuceiBaeTcst BECh dMUIAEPMUC: OT POTOBOTO CIOS 10 0a3albHBIX KEPATUHOIUTOB
U JIEPMBI, @ TaKXKE BCE CTPYKTYPHBIE KOMIIOHEHTHI (IECMOCOMBI, KpeTsiiiue (hriiaMeHThI
u (uOpUILIBI), U yKa3bIBae€TCs TUIl, a €clu BO3MOXxHO, nmoatun BBED [112]. B To xe
BpeMsl 3TO MHBa3MBHAas MpOILIeypa, KOTOpas NpU OTCYTCTBUU YUYACTKOB PaCHICIIIICHUS
KOXXH, Hecneuu(PUYecknux M3MEHEHUSX —  pPEedNUTENu3aluss U HapyUICHUs
MEXKKJIETOUHOU anare3uu [16] nubo nosiBieHune apTeakToB U3-3a HAPYIICHUS TEXHUKU
Oouorcuu u 00padOTKKU MaTepuaia — MOXKeT ObITh MajonHpopmaTuBHO [112].
['eHeTHyeckuil aHAIN3 MO3BOJISIET YCTAHOBUTH ()OPMY HACIEOBaHUS, MyTalluH U
B COBOKYITHOCTU C (DEHOTHIIOM U aHAMHE30M HJAeHTU(UIMpoBaTh TUl U cyoTun BBD
[18]. HccnenoBanuto mnoasepraercsi reHomHas JHK, BeigeneHHass U3 JEHKOLMTOB
nepudeprueckoil KpoBHU, 00paOOTAHHBIX ATHUICHAMAMUHTETPAYKCYCHOM KHUCIOTOM,
CIIIOHBI WM OYKKAJIBbHOTO Ma3Ka MamueHTa u ero poauteneit [112]. MonekymnsipHo-
F€HETUYECKOE HUCCIIEOBAHUE HAIMpPaBICHO HA MOUCK MYTallud, aCCUMUJIUPOBAHHOM C
3a00neBaHrEM. DTO MO3BOISET CAeIaTh MPOTHO3 PA3BUTHS J€pMaTO3a U 3aIJIAHUPOBATh
npodunaktuueckue wmeponpustusa. Jng tunoB BBD  xapaktepHbl J10CTaTOYHO
rE€TEPOTeHHbIE MYyTallMi B HECKOJIBKUX T'€HAX, BBI3BIBAIOIIUX PAa3BUTHE OMPEACICHHOM
dbopmbl BBD, koTophie 3aduKcHpOBaHBI B pa3lWYHBIX 0Oa3ax MaHHBIX: 0a3a JaHHBIX
MyTtauuii renoB uenoBeka (HGMD) [112], mexayHapoAHBIM peecTp MHalMEHTOB C
aucTpopuyeckuM OyINE3HBIM 3nuAepMosin3oM [167]. 6a3a JaHHBIX TPOMEXYTOUYHBIX
BOJIOKOH uesioBeka [163], a Takxke B MexayHapoIHOM 0a3e — MeHieneeBCKoe Hacleaue
y dyenoBeka (Online Mendelian Inheritance in Man — OMIM) [72]. Tak, IIBBD
TEHETUYECKHU reTeporeHeH: JUP [144]. CHSTS8 [82], CDSN [117], EXPH5 [119], DSP [119],
KRT5/KRT14 [80], PKP [134], PLEC [133]. TGMS5 [121], ITGB4 [168], DST (BPAG1) [106]
ITGA6 [155] Hnsa IIpBbD xapaxkrepust myrtamuu B reHax BP180, BPAG2 [78
ITGA6/ITGB4 [157]. COL17A1 [149], CD151 [87], LAMA3/LAMB3/LAMC2 [122

1,
]

b
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ITGA3 [111], a npu JBBD 3aduxcupoBana myrtauuss B reHe COLTAL [177].
Manudecrannn Kunanep-cunapoma cnoco0ctByeT mytarusi B rene FERMT1 [124].

['eHeTnyeckoe  HWCCIEAOBaHUWE  MPOBOJUTCS ~ HECKOJBKHUMH  OCHOBHBIMU
METOJMKaMU: 1EJI€BOE MYJIbTUTEHETUUECKOE CEKBEHUPOBAHUE CIIEIYIONIETO MOKOJICHUS
(NGS) [110]. cekBenupoBanue Bcero 3x3oma [161], cekBenupoBanue no Caurepy [175].

Cnoco06 1eneBoro MyJbTHUT€HETHYECKOTO CEKBEHHUPOBAHUS OTHOCUTEIIBHO
ObICTPO U A(PHEKTUBHO MO3BOISET YCTAHOBUTH BHI3BIBAIOIYIO 3a00JIEBAHUE MYTAIlUIO,
€CJIM MpeABAPUTEIbLHO KIMHUYECKU HE YJIaloch BepuPuuupoBath TN U noatun BB,
nubo mpu ero reHerudeckod rereporenHoctu [110, 165]. On Takxke cnocobeH
OMpPEeNUTh KOJTMYECTBEHHBI YPOBEHb MO3alli3Ma U MPOBECTH T€HETUYECKUI aHATU3 Y
CeMEMHOM mapbl, TaK KaK HCMOJb3yeTCS TEXHOJOTUS MNapaJyieJbHOr0 aHalIu3a
HECKOJBKHX T'eHOB W Oojbiioro konudectsa odpasuor JIHK [23, 130, 154]. OTo maer
BO3MOXXHOCTh YCTAHOBUThH paHEe HEU3BECTHBIC, a TAKXKE MYJIbTUTE€HHbIE MyTaluu BbBO
[165]. Onnako opraHuzanms Ja0OpaTOPHOM JMArHOCTUKH METOJOM  IIEJIEBOTO
MYJIbTUTEHETUYECKOTO CEKBEHHPOBAHUS- JOCTATOUYHO CJIOXKHBIM MpPOLIECC U JOCTYIECH
He BceM ctpaHam [112].

MeTtoa MNOJHOAK30MHOTO CEKBEHUPOBaHUSI Takxke 3(P(EeKTUBEH, HO OTHUMAET
MHOI'O0 BPEMEHU U TPeOYyeTCsl 1OCTaTOYHBIN OMbIT Ja0OpaHTa B MPOBEJACHUU aHAIU3A U
UHTEpIIpeTaluu ero pe3ysbratoB. [Ipu oOHapyKeHUU MyTalluu HEOOXOIUMO CHENaTh
BBIBOJl O €r0 MATOTEHHOCTH IO MEXIyHapoJIHbIM Oa3zaMm naHHbIX. OOHapy:KEHHBIE
BApUAHTHI TOCJIEJAOBATEILHOCTH TE€HOB HEOOXOJIMMO H3YYUTh B MEXKIYHAPOJIHOM
CTaHJapTe BapuaHTOB moclienoBarenbHocTel «the Human Genome Variation Society
(HGVS)», HO 00BbeMBbI MTOTYUYEHHBIX JAHHBIX, TPEOYIOMINX UHTEPIPETAIIUU, TOCTATOYHO
oOmupHbIe [92] Pe3ynbTarsl OTHOCIT K OJHOM U3 rpymil: 1 — 1o0pokadyecTBEHHbIE, 2 —
BEPOSTHO JOOPOKAUYECTBEHHbIC, 3 — C HEOIpPEJEICHHON 3HAYMMOCTBIO, 4 — BEPOSITHO
natoreHHele, 5 — maroreHHeie [150]. B oT4eT BKIIOYAKOTCS BCE MPOTECTUPOBAHHBIC
I€Hbl, @ BAapUAHTHl TMOCIEIOBATEILHOCTEM MPOXOAST ABTOMATHYECKYyl0 OOpabOTKy B
6aze manubpix HGVS [150].

Mertop cekBeHnpoBaHus 1Mo CrHTEpy SIBIASETCS TEXHOJIOTHEH MEePBOro MOKOICHUS

[7]. OTOT cnoco6 3¢ dexkTuBeH IpHU IieeHAIPAaBICHHOM CEKBEHUPOBAHUU OTJICIBHBIX
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F€HOB B CIIy4asX M3BECTHOM CeMEWHON winu 3THU4Yeckon mytaumu [131]. IIpomecc
UCCIIEIOBAHUSI OYEHb TPYJOEMKHUM, 3aHUMAeT MHOTO BPEMEHH U MOXET CUUTHIBATH
TOJABKO KOpoTKue TmochenoBateabHocT (1o 300-1000 map ocHoBanwmii) JIHK
OIHOBPEMEHHO [7].

Takum o00pa3oM, Bce€ METOAbI CEKBEHHPOBAHHS HMEIOT OIpeaeIEHHbBIC

HEJIOCTaTKH M OJTHUM M3 HUX SIBJIAE€TCS BhICOKas (10 15%) yacToTa ommbox [7].

1.4. IIpodmuiakTuka BpoKAEHHOT0 OYJJIE3HOTO INMUAECPMOJIN3A U €r0

OCJIOKHEHU

[lepBuunas npodunaktuka BBD B03MOXXHA METOJIOM MEIUKO-TE€HETHYECKOTO
KOHCYJbTUPOBAHUS CEMEMHOM mapbl 3a0J1arOBPEMEHHO JI0 HACTYIUJICHUS O€PEMEHHOCTH,
a TaKXe MpPEeHATAJIbHOM IUAarHOCTUKHU IUIoAa B mepBoM Tpumectpe (mo 11 Henmenb
oepemenHoctr). EE CBOEBpEeMEHHOCTh TMO3BOJSIET CHU3UTh PHUCKH MPEPHIBAHUS
OEpeMEHHOCTH, KOTOpasi SIBISIETCS €IUHCTBEHHBIM criocoboM mpenynpexaenus BbBO
[21, 70]. ITokazanusiMu Kk O0OCIIETIOBAHUIO TUIOJA SIBISIOTCS: POXKICHUE B CEMbE paHeEe
pe6énka ¢ BBD, nanuuue 3a0oneBaHusl B CEMEHHOM aHAMHE3€ OJTHOTO U3 POJUTENEH,
BBICOKAsl PACIpPOCTPAHEHHOCTh B ATHUYECKOW (TPYIIBI pUCKA C BBICOKUM YPOBHEM
OJIM3KOPOACTBEHHBIX OpakoB) TMOMNYJSIIUKM TreHeTndeckod wyrtanuu BBD  [66].
HoponoBass auarHoctuka Iuiona 3¢@dexTuBHA B CIOydasX, KOrja YCTaHOBJICHA
reHeThYecKasi MyTaiusi 00JbHOIO WieHa ceMbU. B 3TOM cilyyae BO3MOXKHO JI0CTaTOYHO
ObIcTpO, B TeueHue 3—4 naHeil, oOclieoBaTh HalMuue MoAo0HOro Aedexra y Imioaa u
npoBecTu adOpT B Oe3omacHbie A1 OepeMEeHHOM >KeHIIUHBI cpoku [66]. [Ipu Menuxo-
r€HETUYECKOM KOHCYJIbTUPOBAHUM OMPENEIIoT puck pa3sutus BB nnsg noromctra. B
cllyyae Haluyus JoMUHaHTHOU Gopmbl BBD y omHOro w3 poaurteneit oH cCOCTaBIseT
50%, a eciii poUTENN — HOCUTENIN PELECCUBHON MyTaluu, TO 25% CUONMHIOB OyIyT
ctpaaate BBD [35, 63]. OnHako mporHo3upoBaTh pUCK MaHU(ECTAUU Y TOTOMCTBA
NpEenATCTBYeT  psii  (aKTOPOB:  YYBCTBUTEIBHOCTb  METOJA  T'€HETHYECKOIO
UCCIIeIOBaHUsI, OAHOPOAUTENbCKas nucomust [91], mo3auee mposiBiaeHUEe 3a00JIeBaHuUs,

COMAaTHUYECKUH M TOHAIHbIM Mo3auu3M [63]. Ilo 3Tol mpuyrMHE aKTyajdbHA PaHHSIA
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Bepudukaruss tuna u cyorunma BBD u, kak crencrBue, CBOEBpeMEHHas Teparus,
NpopUIAKTUYECKUE MEpPOMPUSATUS, MPOTHO3 U JUCIAHCEPHOE HAOIIOJIEHUE, 4YTO
MO3BOJIUT YIYUIIUTh KAYECTBO KU3HU 00JIbHOTO BBD, n30exkaTh TAKENIbIX OCI0KHEHUM
[2, 51]. Pa3BepHyTblli KIMHWUYECKMH JuarHo3 BbBD BO3MOXHO BBICTaBUTH IO
COBOKYITHOCTU JAaHHBIX O OOJBHOM: CEMEUHBIA aHaMHe3, KIMHUYECKas KapTHUHA,
naboparopubie uccnenoBanus [32]. C yuérom tuma (cyOtuma) BBD u ero mporunosa
Pa3BUTHUS MOXHO MPOBOJUTH MPEBEHTUBHBIE MEPOIPUATHS, TOA0OPATh IBUTATEIbHBIM
peXUM, METOJbl MHIUBHUAYAJbHOTO YXO/Ja, a TaKXke MepPCOHATU3UPOBAHHOE
MEXIUCIUTUIMHAPHOE U CKOOPJIMHUPOBAHHOE JeueHue [29, 148].

Koxxnble mokpoBbl OosnbHOTO BBD perynsipHo mnoaBepraroTcs BO3JEHCTBUIO
AK30T€HHBIX a3p0-, TeJHO-, aKBa(aKTOPOB, KOTOPHIE OKa3bIBAIOT HEOJIHO3HAYHBIM
3¢ dexT Ha uX COCTOSIHHE W TeueHue 3aboseBaHusd. M3BecTHBI (paKThl CTAOUIM3AIMU U
perpecca, HalpuMep, aTONMUYECKOTO JIepMATHUTa MO BO3JACHCTBUEM TOPHOTO (CpelHHe
BBICOTHI) 1 MOPCKOI'0 KiuMarta. B To ke Bpemsi cojieHas MOpcKas BOJa aKTHUBU3UPYET
OOMEHHBIE MPOIECCH], MUKPOIIUPKYJISIUIO, & €€ OCMOTHYECKOE J1aBJICHUE MPUBOJUT K
neruapartanuu Koxku [31]. BaHHBI ¢ mpecHOW BOJIOW Pa3IMYHOTO TEMIEPATYPHOTO
pexuMa HCHOJB3YIOT B KadecTBe OanpHeoTepanuu: Xxononanble (Huxke +20°C),
npoxmnaaaeie (oT +20°C mo +30°C), Tembie (+38°C  nmo 39°C), ropsume (+40°C  wu
BbIlIE). VX MpUHUMAIOT KaK B €CTECTBEHHBIX BOJOEMAaX, TaK U B UCKYCCTBEHHBIX. OHU
OKa3bIBAIOT  MPOTUBOBOCHAIUTENTHHOE  JCHCTBHE, CHUMAIOT 3y, YJIy4dlIaioT
camouyBcTBHe. OJHAKO HAAO0 YYUTHIBATH HWHIUBUAYAJIBbHYI) YYBCTBUTEJIBHOCTh U
MEPEHOCUMOCTh OOJIBHOTO XPOHUYECKUM JIepMATO30M [25].

JocTynHbl OOJIBHBIM U MO3TOMY YacTO MCIOJIB3YIOTCS BAHHBI C SKCTPAKTaMU W3
TpaB (XBOWHBIE, C OTPyOsiMuU, mIandeiHble, C JUCThIMHU TPEUKOTro opexa). Eciu oHu
Xopouio mepeHocstcst (0e3 BUIUMONM OanbHEOpEaKlMH B TMEPUOJ BO3ACHCTBUSI), TO
MOKa3aHbl IPU YyBCTBUTEIBHON U Pa3IpaKEHHON KOXKE, IKCCYJaTUBHOM ITpouecce [25].

BnusitHue BbIIEyKa3aHHBIX HSK30T€HHBIX (PAKTOPOB HA COCTOSIHUE KOXHOTO
npotuecca 6osbHbIX BBED TpeOyeT nanpHelero u3y4eHus.

Tepanuss BBD sBisgeTcss CUMNTOMAaTUYECKOW U, OTYACTH, INPEBEHTUBHOW U

BKIIFOYACT HAPYKHBIC CpCACTBA YyXOAad 3ada PaHCBBIMHU IMOBCPXHOCTAMH, YXOA 3a
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MOJIOCThIO pTa, JEIUKATHOE OOpalleHue ¢ KOXHBIMU TOKPOBaMHU, COOJIOJICHHE
TEMIEPATYpHOTO pexuUMa, COaJaHCUPOBAHHOE MHUTAHUE, JIEUCHHE CHUCTEMHBIX
MOpaXXEHUH W OCJIOKHEHUM  CHEHHAINCTAMU  COOTBETCTBYIOIIMX  CMEXKHBIX
crienuanbHOCcTeER [35]. B MecTHOM Tepanmuu KOXU MCHOJB3YIOT MATh IMOJIXOHOB:
paHEeBbIE TOBS3KH, KOJJIAT€HOBBIE MOKPBITHUS, Ma3u, OMOIUIACTUUECKUUA Marepual C
BBICOKMM pPEreHEepaTOPHBIM MOTEHIIUANIOM, Mepecaaka KyJIbTUBUPOBAHHBIX aJNTIOT€HHBIX
KepaTHHOMTOB/puOpoOmacToB [2, 54]. PaneBas 1moBsi3ka JOMKHA OTBEYaTh
OMpEeNIeNICHHbIM TPEeOOBAaHUSIM: aTPAaBMAaTUYHOCTh, HEAJATE3UBHOCTh C TUAPO(POOHBIM
KOHTAKTHBIM ciioeM. UMeHnHo ruapodoOHbIi coil obecrieynBaeT HEMIOTHBIA KOHTAKT C
KOXKe M arpaBMathueckoe ee cHsAThe. CIeaylomuM CJI0eM MOBS3KH JIOKEH OBITh
COpOUpYIOIINM,  COAEpKaIlMi  TakKe  pa3fiIMyHble  BEIIECTBA:  AHTUCENTUKU
(XJIOpreKCuInH, MUPAMUCTHH), AHTUOMOTUKH  (JIEBOMHKOIb,  JMOKCHUIUH),
OakTepullMIHBbIE COEAUMHEHUs cepebpa, obOe3z0onuBaromue (nuaokaunH). I[loBepx
HaKJIabIBACTCSl BTOPUUHBIA (ukcupyromuil msarkuii o0uHT («Ilexa-kpenm», «Ponto-
cobpt», «Jlactoren», «lltronbna») wunum Oangax («TyOudact»), a 3arem, mpu
HEOOXOJIMMOCTH, TOBepX HHX camodukcupyromuiics OuHT («llexa-xadt»), MO0
anactuyHas TpyoOuaras cetka («Tonyc-amacty») [6, 15].

KonnareHoBble MOKPBITHS COCTOAT U3 OBIYBETO0 KOJUIar€Ha, KOTOPBIM Mpu
KOHTAKTE C JKCCYyJaTOM paHbl pa30yXaeT W IUIOTHO MPUJIEraeT K KpasM BTOPUYHOTO
AJIEMEHTa U, MOJIChIXas, OCTAETCsl Ha SI3BE/3PO3UHU J0 €€ snuTenusanuu. Mcnons3yoT u
JBYCJIOWHBIE TOKPBITUA: MEPBBIA CIOM — KOJUIAr€H, BTOPOM — MOJIMCUIOKCAHOBBIN
nonumep [153], a TakKe KOJUIareHOBBIE THAPOTENd W THAPOKOJUIOWUIHBIE CPEACTBA,
oOpasyrolue B paHE Telib, KOTOPBIA aJAcOpOMpPyeT MUKPOOPTaHU3Mbl U MPOIYKTHI
pacnajza TkaHew [2].

Ma3u u KpeMbl HUCHOJB3YIOT Ha CyXHM€ YYacTKU KOXHU JUIsl OpUAaHus e
AIACTUYHOCTHU (TOMUKpPEM, aiicupaa, TpUk3epa), aHTuOaKTepuaibHble Ma3u ((PyKopiiuH,
MOJTMMUKCUH M, GakTpabaH, OaHEOIMH) HAa HHPUIMPOBAHHBIE YUACTKHU, a COACPKAIIINE
BUTAMHH A, yIydllIalOT €€ KepaTtuHuzauuto [21].

buomnactuueckuii Matepual € BBICOKMM PET€HEPATUBHBIM  IMOTEHIIMAIOM

COJICPKUT KEpaTUHOUUTHI, (uOpoOIacThl, OMOJOTMYECKH AaKTHUBHBIE BeEIeCTBA U
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LUTOKUHBI, THO0 MOAU(PUUIHUPOBAHHYIO THanypoHOBYyI0 kuciory [50, 103]. B Poccun
npousBoautcs «l'mama-Tpukc», B KOTOpPOM ToA Bo3aeulcTBHEM Y D-U3IydeHUs
MPOUCXOJIUT (POTOXUMUUYECKOE CIIMBAHUE MAKPOMOJIEKYJ U MOCE ITOr0 OnomaTrepual
oOecrieunBaeT APEHUPOBAHUE B Oyare MOPAXKEHMs, a TAKXKE CO3/1aeT YCJIOBUS JIf
permapaTUuBHOTO TUCTOreHe3a KoxHoro aeddexta [50].

KynbTuBUpOBaHME aJJIOTEHHBIX KEPATUHOIIMTOB KOXM M HX I[epecajka B
IPO3UBHO-sA3BEHHBIE AP DIOpPECICHIINN KOXKHOTO TMOKpoBa OojbHOTO BBD BEHI3BIBaET
YCKOPEHHYIO pereHepalnuio nociueauux [53, 162].

Y mamuentoB BBD oTMeuaroTCsi BHEKOKHBIE MPOSIBICHUS M OCIOKHEHUS
3a007€BaHus, KOTOpblE TPEOYIOT CUMIITOMAaTHUYECKON Tepanuu U JTUHAMUYECKOTO
HaOJIIOJICHUS] CMEXHBIX CIEIUATUCTOB: TMOPaXEHUsT POTOBUIIBI TIJ1a3, CIU3UCTOU
000JI0YKH TMOJOCTH PTa U 3yOOB, CTPUKTYPHI MUIIEBO/A, Ae(opMalusi KUCTEH U CTOT,
pPaK KOXH, a TAKKE OCTEONOPO3, aHEMUSI U aMuJIon 103 [32].

[TosocTe pTa yacTo BOBJIEKAETCS B MATOJIOIMYECKUU Mporecc y 0osbHbIX BBD.
Tak, my3bIpHbIE BBICHIIAHUS, TOBBIIMICHHAS PAHUMOCTb JIUTENIUS CIU3UCTOM,
MHOXKECTBEHHBIN Kapuec, MNPekKJIeBpeMEHHass MoTepsi 3yO0OB, THUIOIUIA3UsS HSMalH,
oucIiasust 3yO0oB BcTpeuaroTcss npu  Jgobom Tune BbBD, a Mukpoctomus wu
ankunorioccuss — npu JABBD [S51. 63]. PerymsapHo y HUX JOJKHBI HPOBOJIUTHCS
NpopUIAKTUYECKUE OCMOTPHI TOJIOCTU PTa U OKOJOPOTOBOM 001acTH, a TaKxKe
€KEeHEBHO UCTOIb30BaThCSI aHTUMUKPOOHBIE OM0JIACKUBaTENN. PekoMeHayeTcs 3yoHas
mIETKa HEOOJBIINX Pa3MEPOB C MSTKOM HIETHHOM U (Topcojepxkaiias 3yOHas macrta
[35]. Tlaummentsl ¢ BBD HyxnatoTcs B yCTaHOBKE 3yOHBIX HMMIUIAHTOB. I[lpuuem
MOBBIIIEHNE KAueCTBA KU3HU MPU 3TOM 3HAYUTEIHHO MPEBBIIIAET BO3MOXKHbBIE PUCKU
[84]. Hacrosiuei mpoOsieMoii sIBJISIETCS JIeUeHUE 3yOOB ATOM TpyIie OOJbHBIX, TaK KaK
BO3HUKAIOT TPYAHOCTH TNpPH TMPOBEJACHUU CTOMATOJIOTUYECKUX  MAHUITYJISLIUM,
OTMEYAETCsl BHICOKHI PUCK Pa3BUTHUSI MOPAXKEHUHN MOJIOCTU PTa, KOTOPBIA TpeOyeT e
U CHEUUAbHOTO IMOJX0Jla K CTOMATOJOTHYECKOW peaduiauTaludu MOcie Mpolecca
nedenus [26, 96].

[ToMumo cuMnTomaTudeckoro JjedeHusi, OonpHble BBD  nHyxnaiorcs B

HagIcxXameM
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yXoJle, KOTOPBIM TpeOyeT BpEMEHW U CPEICTB, CO3JaHUU YCIOBHM Oe30macHOM
KUBHEACATEIbHOCTU: MSTKass MeOenab 0e3 OCTpPhIX YIJOB, YBIXKHEHHBIM BO3IYX,
MSATKUE TKaHU OJICKIbl CO IIIBAMU CHApPYX MU, M30erath meperpeBa KOXKHU, YIaIATh
TpyLIMecs 0 KOXy Aeranu oaex sl [35, 81].

Onutenu3anusi paH, PEe3UCTEHTHOCTh K HMH(EKIIMU, CaMOYYBCTBUE U Pa3BUTHE
JeTeld 3aBUCUT OT COaJaHCUPOBAHHOTO (BIUIOTh O MCKYCCTBEHHOTO) MHUTAHUS
6oapHOr0 BBD ¢ yuerom NoBBIIEHHON NOTPEOHOCTH B HUX Y 3TOr0 KOHTUHIeHTa [113].
[IpoGnembl B mnuranuu mnanueHToB BBD Bkimowanum OelKOBO-3HEPreTUUYECKOe
HEJIOC/IaHue, 3aTPYAHEHHUE MIPU PA3KEBBIBAHUM U TJIOTAaHUMW NHUIIM, 3anopsl [179]. Ena
JOJKHA OBITh O€JTKOBOW M BBICOKOKAJIOPHUITHOM, C KOMILIEKCOM MHUKPOSJIEMEHTOB U
BUTAMUHOB M NpPU 3TOM HE TPaBMHUPOBATH CIU3UCTHIE OOOJOYKH TOJIOCTU pTa U
nuieBoaa. /(s 3Tux nenei UCnoyib3yrT CIENUATN3UPOBAHHBIE H30KAJIOPUITHBIE, a IIPH
HEOOXOJIUMOCTH, THUNEPKATOPUITHBIE MUTATEIbHBIE CMECH, COJEp)KAllle MHUILEBbIC
BOJIOKHA, TMOJMHEHACHIIIEHHbIE XUPHBbIE KUCIOTHl (omera-3, omera-6), mpoOUOTHUK H
BUTAaMUHHO-MUHEpalibHble coequHenust [178]. Ectb ompenenéHHble 0COOCHHOCTU B
oOmene BemiecTB OonbHbIX JIBBD. B cBsi3u ¢ OOMIUPHBIM TMOpaKEHUEM KOMKHBIX
MIOKPOBOB ITpu 3TOM Turne BBD oTMmeuaercs HapylieHue cuHTe3a BUTamuHa D u, kak
CJIEJCTBUE ITOTO, HAPYIICHUE BCACBHIBAHUS KAJbLUS B KETYyJOUYHO-KUILIEUHOM TPAKTE U
runokaneiiiemusa. B pesynbraTte Hapymaercs (GocopHO-KanblUEeBbI OOMEH Y
nanueHToB ¢ auctpoduueckorr ¢opmoit BBD, m um HeoOxomuma peryispHas
cCalnmuieMeHTanus BUTaMMHOM D, Kak B MOHOTEpanmud, Tak M B COCTaBe

CIIeIIMATM3UPOBAHHOTO JIeueOHOro muTaHus [48].

1.5. TejeMeTUIIMHCKHE TEXHOJIOTUH B AECPMaTOJI0Irumn

Knunudeckasi trenemeauimia — 3To 3pQPEeKTUBHOE B3aUMOJICUCTBUE PA3TUYHBIX
YPOBHEN MEIUKO-CAHUTAPHON IMOMOIIM C HCMOJb30BAHUEM TEIEKOMMYHUKAIIMOHHBIX
TEXHOJIOTUWA  JJIsi  JUCTAHUMOHHOM  MONJNEPKKHA  KA4eCTBA  MPEIOCTABISEMBIX
MEIUIMHCKUX YCIAYr, 4YTO OO0EeClNeunBaeT KIUHUYECKYI0, SKOHOMHYECKYIO U

OpraHu3alMoOHHYI0 3(PQGEeKTUBHOCTh CHUCTEMBI 3apaBooxpaneHust [10, 123]. Otu
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WHHOBAI[MOHHBIE HWHCTPYMEHTBl PErJIaMEHTHUPYIOTCS B Halled CcTpaHe psaoM
(dbenepanbHbIX HOPMATUBHBIX akTOB [39, 42, 52].

Bepudukanusa KIMHUYECKOTO [MAarHo3a B JAEpMaTOJIOTUU Oa3upyeTcss Ha
BHU3yaJIbHOM OCMOTpPE KOKU MaIlMEHTA, YTO MO3BOJISIET UCTIOIB30BaTh KaK ACHHXPOHHBIE
(HakorieHne M 00paboTka IUMPOBBIX H300paXKEHUM ydyacTKa MOpaXeHUs), TaK U
CUHXPOHHBIE (B pealbHOM BpEeMEHH), THOpUIHbIE (AaCMHXpOHHAs TMepejadya JaHHBIX C
CUHXPOHHBIM  OOCYXKJIEHHEM  JIaHHOTO  KJIMHUYECKOTO  cliydass  IOCPEICTBOM
BUJICOKOH(MEPEHIIMH) CUCTEMbl JUIsi  JUCTAHIIMOHHOTO OOMEHa  MEJMIIMHCKOM
nH(popMaIen U TeIEKOHCYJIbTUPOBAHUS B (hopMaTax «Bpay-Bpau» U «Bpad-MaIlueHT.
B 10 e Bpems psa neHTpaibHbIX paioHHbIX OonbHull (LIPB) pecnyOnuku He
YKOMIUIEKTOBaHbl ~IITATOM JIEPMATOBEHEPOJIOTa, a B MEXPANMOHHBIX KOXKHO-
BeHeponornueckux aucnancepax (KBJ) wu I'bBY PJI PKBJ[ ects yrposa
MHQUIMPOBAHUS TIPU JIMYHOM BU3HUTE K Bpauy B YCJIOBUSX MaHAEMUU KOPOHABUPYCHOM
uHexuuu. TeneMenUuIMHCKUE TEXHOJIOTUM, CHUXKAs YUCJIO COIMAJbHBIX KOHTAKTOB,
CHUMAIOT 3Ty NOpoOJeMy U CIy»KaT albTEpPHATUBOM, COXpaHss MpolecC OOIICHUs
namnuenTa ¢ Bpadom [59, 123].

JlucTaHIIMOHHBIE KOHCYJIbTAI[UU MTPOBOASTCS B IBYX (hopMax:

— AaCHUHXPOHHBIE — CHCTEMa XpaHEHHUs M T[epelada JaHHBIX malueHTa (c
MPOMEKYTOUHBIM HAKOTUICHUEM JJAHHBIX);
— CHUHXPOHHBIE — B PEKUME PEaTbHOTO0 BPEMEHHU.

Takue cHCTEMBI HMEIOT BBICOKHM YPOBEHb TMOMAJIEPKKH JTUATHOCTUYECKUX
pemenuii. KoHCynbTalmoHHass cucTeMa B PEXUME PEaTbHOrO BPEMEHU IO3BOJISET
n30€XaTh KaXJI0€ BTOPOE JIMYHOE IMOCEHIEHHUE MAlMeHTOM KIMHUKH, a aCUHXPOHHAas
cucremMa — Kaxpaoe derBeproe [171]. Ilpum wucmnonp3oBaHUKM CHCTEM MOOWMIBHOMN
TeNeePMaTOIOTUH, OCOOEHHO aKTyaJlbHOM B CEJIHCKOM 3JpaBOOXPAHEHUM, KapTHHA
HECKOJIbKO HWHasg — ACHUHXPOHHBIE CHUCTEMbl HMEIOT JOCTOBEPHO OO0J€e BBICOKYIO
JTMArHOCTUYECKYIO LEHHOCTh. X NMpuMeHeHue MOo3BOJsieT M30€KaThb OYHBIX BU3HUTOB
(moe310K, TPaHCMOPTUPOBOK) MAIMEHTOB K Bpadam-crenuanuctaMm B cpennem B 43,0%
CIy4aeB, a CUHXpPOHHBIX — B 25,0%. IIpu 3TOM KauecTBO MEIMIIMHCKOW MOMOIIU HE

camwkaerca [9, 171, 172]. TenemeauuMHCKUE TEXHOJOTHUM TNOJYYHWIIM Pa3BUTHE B
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3apyOexHbIX cTpaHax. Tak, ynenbHbId BeC HUGPPOBBIX TEXHOJOTUUA B MEIUIIMHCKHX
opraHuzanusax, Hampumep, Mcnanum coctaBiger 5%. B yclnoBusix BBICOKOTOpbS U
OT/AJICHHOTO PACMOJIOKEHUsI HACEJICHHBIX NYHKTOB JlarectaHa, a Takke TSKEIIOro
obmrero (HeTpaHCIOPTaOeIbHOTO) COCTOSIHUS O00NbHBIX BBD Teneaepmaromoruyeckue
CUCTEMbl MOTYT 00€CTIEYUTh BO3MOXHOCTh MOJYUYEHUS] aCHHXPOHHOTO U CUHXPOHHOTO
TEJEKOHCYJbTUPOBAHUS BEIYIINX CIEIHANINCTOB PeciyOIuKaHCKOro U (peaepanbHOro
ypoBHs. [lo wuToram TmepBHUYHOrO aHalu3a KOHCYJbTAHT (HOPMUPYET CIHCOK
JIOTIOJIHUTENIBHBIX BOMPOCOB, KOTOPBIE YTOUHSIIOTCS B Tpoiiecce Oecenbl JTUOO HHBIM
criocoboM. MHcTpymMeHTaMH TEIEMETUIIMHCKON CIyKObl SIBISIOTCS B TOM YHCIIE
CIIELUAJIbHBIE OMPOCHUKH, JIOKAJIIbHOE IU(poBOEe H300pakeHUE, KOHCYJbTAIUU IO
TeneoHy u dIEeKTpOHHOM mourte. VX aHanu3 MNpoAEeMOHCTPUPOBAT CIOCOOHOCTH
pemaTh BO BCEX BO3PACTHBIX TpyNmax 3aJadydl pa3HOr0 YPOBHS: JOCTYMHOCTH
MEJIUIIMHCKOW TTOMOIIIH, TTOJTy4Y€HUE HEOOXOIUMON JOKYMEHTAIINH MallUEHTa, XOTS IpH
3TOM U BO3pacTaer yxaenseMoe mnauveHty BpeMs [90]. B wurore KOHCyIbTaHT
OCYILIECTBJISIET OKOHYATENIbHBIM aHaliu3 MEAUIMHCKON TOKYMEHTAalluM NalueHTa U
dbopmynupyert 3akiatouenue [10].

Naka F., Makkar H., Lu J. (2017 r.) ouenunu 3(pPeKTUBHOCTh TUCTAHIIMOHHOMN
MOJIEIM B OOECIEUYEHUH B3aUMOJIEUCTBUS TMEPBUYHOTO M CHEHUATU3UPOBAHHOIO
YpPOBHEH MEAMKO-CAHUTAPHOMW TIOMOIIM, TMOBBIIIEHUH KayecTBa U JOCTYHMHOCTH
MEJIUIIMHCKUX YCIYT, YIAOBJIETBOPEHHOCTH TManueHTa. B pesynbrare ucciaeqoBaHUS
YCTAHOBJIEHO,  YTO  TeJleIepMaTojorusi  OOeCleuYrBaeT  CBOCBPEMEHHYIO) U
MOJTHOOOBEMHYIO  TOJAJEPKKY B  AMArHOCTUKE W JICUEHUH  TAIMEHTOB  C
nepMarosiorudeckor martosoruert [138]. Ee moctomHCTBO: OBICTpas MeIULIMHCKAs
MOMOIIIb MAIMEHTYy, KOHCYJIbTUPOBAHUE Bpaueil MEPBUYHOIO 3B€HA B OHJIAWH pEKUME,
COKpallleHHe OYHBIX BHU3UTOB. ONHAKO B paboTe C AETbMU HMEIOTCS HEKOTOpPbIC
OCOOCGHHOCTH, TpeOylolllue TMOAXoAa, a B BepuUUKANIUM  3JIO0KAYECTBEHHBIX
HOBOOOPA30BaHMM JMArHOCTHYECKAss TOYHOCTH TENEIEepPMATOJOTUU YCTyIajaa TaKOBOM
BO BpeMs JINYHOTO Ipuéma [152].

B ycnoBusix pacnpocTpaHeHHs] HOBOM KOPOHAaBUPYCHOW HHGEKIUHU, KpHU3Uca

CUCTEMBI 3APaBOOXPAHCHHA, OI'PaHUYCHHOCTU CPCACTB HHI[HBHI[yaHBHOﬁ 3allIUThI AJIA
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ONTUMHU3AIMU  CHEUUATM3UPOBAHHON  MEAUIMHCKON  MOMOIIM 1O  NpOQUIIO
«JlepmatoBeHeposiorus» 3PHEKTUBHBI TENEAECPMATONIOTUYECKUE KOHCYIbTALUU. IDTO
SBJISIETCS WHHOBAIMOHHBIM TMOJXOJOM K MOJIEPHU3AIMU CYIIECTBYIOMUX pabouux
MPOIIECCOB  JIEPMATOJIOTMYECKUX IIEHTpOB. B TO xe BpemMs MNpeuMyliecTBa
TENeNEePMATOJIOTUA  HEOOXOJMMO  OIIEHMBaTh B  KOHTEKCTE  MOTEHI[UAJIbHBIX
OTPAaHUYCHHUM, K KOTOPBIM MOTYT OTHOCUTHCS M HEKOTOPBIE COCTOSHUS JIOKATbHBIX
04YaroB MOpa)K€HUsI KOXKHbIX MOKpoBOB [138, 169]. IIpobremamu BeneHus manueHTa B
moJ00HOM (opmaTe SBISIETCS TAKKE MPOIECC KOOPAUHAIIMYI U B3aUMOJICUCTBUS Bpade
Pa3JIMYHOTO YPOBHS U CHELUATBHOCTEH, MOPO HU3KOe KauecTBO (OTOM300pakeHus, a
TaKKe TCUXO0JIOrMYeCcKasi Harpy3ka Ha KOHCYJIbTAaHTa B OMACEHUU MPUHSATUS BO3MOXKHO
omuboyHoro pemenuss [152]. B TenemegunuHe HeoOXoauMo oOecreyeHue
MH(QOPMAITMOHHON 0€30MacHOCTH, KOTOpasi CBA3aHa C HEpas3rJiallleHHeM MEIUIIUHCKOM
TalHbl ¥ KOHQUJCHIMAIHHOCTBIO JIMYHBIX JAaHHBIX OOJBHOrO, UX OE30MaCHBIM
XpaHEeHUEeM M Tepefadyedl JaHHbIX. B ciywasx, ecnu mnepemada uHGOpMalUU
MPOBOAUTCSL MO OTKPBITHIM KaHajdaM CBS3U, BCE MEpPCOHAJbHbIE JaHHBIC MaIlMEHTa
JIOJKHBI OBITh yAQJIEHBI WJIM 3aMEHEHBI 0€3TUYHBIMU UJECHTUPUKATOPAMH, JTUOO MOMKHO
UCIIOJIb30BaTh METOJbl KPUNTOTpaPUUECKON 3allUThl. YUYUTHIBASl, YTO OOJBIIMHCTBO
OLIMOOK MpPU MPOBENCHUH TEIEKOHCYJbTAalUid 0OYCIIOBJIEHA YEIOBEYECKUM (HAKTOPOM
[28, 160], HEOOXOAMMO OTBETCTBEHHO MOAXOJIUTH K OMPEACICHUIO TEIEKOHCYJIbTAaHTOB
MEJIUIIMHCKOTO yupexaeHus. [lpuyeM, Kak mpaBWiio, 3TO OAWH U3 KJIMHUIIKUCTOB,
OOyYEHHBIX MPAKTUYECKUM BOIMPOCAM MPUMEHEHHS TEIEMEIUIIMHCKUX CHUCTEM U
MHCTpYMeEHTOB [105].

Takum o0Opazom, dbakTopamu, ONpPEACHAIOIIUMHU 3 PeKTUBHOCTD
TENEMEIUIIMHCKUX TPOILeAyp, SABJSIETCS KauyeCTBO JAepMaToIorudyeckux Qotorpaduii
y4acTKa TMOpaXEHUs M UX UHTEpIpeTanusi, MOJHOTA ONHCAHHBIX CHUMITOMOB H
cOOpaHHOTO aHAMHEe3a Hapsy C KBaIM(pUKAIMEl TeIEKOHCYIbTaHTa.

[TocTaHOBKE KIIMHUYECKOTO AMArHO3a B MPOIECCE TEIEKOHCYIbTUPOBAHUS MOKET
MPENATCTBOBATh U MpobiieMa 00paTHOM CBSA3U: OTCYTCTBHME MaTEpPUATbHO-TEXHUYECKOM
0a3bl ISl TMPOBEACHUS TMOATBEPKIAIOIIETO MCCIEAOBaHUS JUOO MPOOHOIO JIeUeHUs,

1100 BO3MOXKHOCTH Bpaya-3KCIepTa NOJyYUTh UX pe3yabTaThl [137].
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Hamo orMeruth, 4YTO [AEpMATOJIOTHS SBISCTCS BEAyIEH KIMHHUYECKOU
CHEIUATBHOCTBIO, JUIsI KOTOPO Hanbosee akTyaabHbl COBPEMEHHBIC TEIEMEIUIIMHCKUE
TEXHOJIOTHH. Peanu3yroTcss OHM TTOCPECTBOM KIIMHMYECKOU («Bpad-Bpau» - YTOUHCHUE
IUar€o3a M Ha3HAUCHUE Tepamnuu) W IMalUeHT-IEHTPUPOBAHHON («Bpad-MAallHCHT -
TEJIEMOHUTOPUHT,  BTOPUYHBIC  TEJICKOHCYJbTAIlMH,  MEIUKO-UH(DOPMAIMOHHOE
CONPOBOXJICHHE) TeleMeauluabl. llocnenHss, TakuM oOpa3oM, oOecreyrnBaeT

TOBBINICHUE KauyeCTBa JUCIIAHCEPHOTO HAOIOACHUS XPOHUYECKHUX 1epMaTo30B [44, 86].
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I'/TABA 2. MATEPHUAJIBI U METO/1bI UCCJIEJOBAHUASA

2.1. O0beKT Hccjie10BaHuA U KJIMHHYECKHE MOAXO0/AbI

C LEJIbIO opraHuzanud  paboThl MO  JIMATHOCTUKE, OKa3aHUIO
CIEUHUAIU3UPOBAHHON  MEAMUIIMHCKOM TOMOIIM, NPOPUIAKTUKE, JTUCIAHCEPHOMY
HaOJII0JICHHIO, @ TAKXKE CO3/IaHUI0 U BEJCHUIO aKTyallM3UPOBAHHOTO peecTpa OOJbHBIX
BBD B Pecniybnuke [larectan uzgan npuka3z Munsnpasa PecriyOonuku Jlarectan Ned3-]]
ot 17.01.2020 «O6 opranuzamuu llentpa BBD nHa 6aze I'BY PJ| «PKB/» (manee
Ientp). Bpauu Llentpa ctaxupoBanmuce B PI'AY «HMMUL] 3m0poBes nereit» M3 PO (.
Mockga), re u3y4uian 0ocOOCHHOCTH yXoja U Tepanuu 6oibHbIX BED. ®opmupoBanutio
npaBuia 0€30MMacHOTO W JASPMOIIAIAIIETo o0pa3za >XU3HM TMarueHToB BBD mmbo
yXaXKUBaOIMX 32 HUMHU criocoOcTBoBajia «lllkona oOyuenus marepei», co3jaHHasl Ha
6aze llentpa. Corpynnuku lleHTpa mpoBenu KIMHUYECKOE OOCIeAOBaHUE OOIBHBIX
BBD PecnyOnuku [larectan, coOpanu ux ceMenHbIil aHaMHe3, 00bSICHIIA OCOOCHHOCTH
YXOJly 3a XPYINKON KOXXEH, N3yYUIU UX OOECIEUYEHHOCTh MEPEBA30UYHBIM MaTEpPUAIIOM,
JIEKapCTBEHHBIMU TIpenapaTaMu U JieueOHbIM nuTaHueM. Ha HayanbHOM OYHOM 3Tare
MPUBIEKIN K 00cienoBanuio 34 OOJbHBIX, COCTOSIIMX HA JIUCIAHCEPHOM YYETE B
ropogax Maxaukane u Kacnuiicke, HemocpeAacTBeHHO Ha ©6a3zy llentpa mis
Bepudukaruu Tuna u noxatuna BBD. PaboTty ¢ HUMH TpOBOAWIM BEAYIIHE
cienmanuctel knuauku ['BY PJI PKBJI, Llentpa m kadeapsr ®I'bOY BO AI'MY
Munsnpasa Poccun. IIpu 3TOM Bpau 3amofiHsI aHKETY, COAEpXkallyro 56 BOIMPOCOB
(ITpunoxxenust A, b u B), a Takke pa3bsCHSI U TEMOHCTPUPOBAI JCIIUKATHBIE METObI
yX0/la 3a TAKMMU NAlUEHTaMU. DTH MaTepHuaibl 00CYXIaMCh Ha 3aCelaHNK BpaueOHOM
komuccuu LlenTpa, a BOZHUKIIINE K MAUEHTY B Mpoliecce 00CYKACHUSI BOIPOCHI 3aTeM
YTOUHSUTUCh Y HETO B PEXKUME peaJbHOro BpeMeHu B dopmaTre «Bpad-mamueHT». C
Y4ETOM TMOCJHEAHEr0 ATOT 3Tal HCCIEAOBAHMS MOXHO OTHECTM K  OYHO-
nuctaHiiioHHoMy (opmary. Ilocne »Toro Kypupyromuid OOJBHOTO CHEHHUATUCT
yCTaHaBJIMBaJd THUI, a Takke cyotun BBD u yTBepxknan Ha 3aceqaHuud BpayeOHOM
komuccuu Llentpa. C yueToM MOJSy4eHHOTO OIbITA HA CIEAYIOIIEM dTare anpoOupoBaH

JTUCTAHIIMOHHBIM (popMar paboThl «Bpady-Bpau» U «BpaAd-MALUEHT» C MEXPalOHHBIM
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KB/I ropona JlepbenTa, Ha AMHAMUYECKOM HAOJIOACHUU KOTOPOTO HAXOASTCS YETBEPO
0onpHBIX. B mponiecce ounoit Bctpeuu ¢ 6onbHbIME Bpaun KB/I 1. JlepOenTa 3anmonHsu
aHKETy, COJIepXkallyl0 CBeAeHUs 00 aHamMHe3e >KU3HM, 3a00JieBaHUs, CEMEWHOU
POJOCIOBHOM, KaloObl, COMYTCTBYIOIIME 3a00JIeBaHUs, BIMUSHUE TPUPOJHO-
KIIMMaTUYECKUX (PAKTOpPOB, O0OydYalu yXaXUBAOIIUX 3a TMallMEHTaMH YXOAYy H
OCOOCHHOCTSIM HUX KOPMJICHHSS M TIPU  HEOOXOJMMOCTH KOHCYJIHTUPOBAIUCH
cnenuanucramu  llentpa.  DoTou3zo0pakeHUsT  Yy4acTKOB ~ Tella  MAllMEHTOB,
ONpENECICHHBIX AaHKETOW W pelIeHWeM Bpaya, 3aloJHEHHbIE AaHKeThl, a TaKkKe
AJIEKTPOHHAS JOKyMEHTalusi mnepeaaBanuch B LleHTp mnocpeactBoM riodaibHOM
nHopmarmonHot cucrembl «MHTEepHET». 3arem cneruanuct lleHTpa mnpoBoAMI
MEPBUYHBIA aHAIU3 MEIUIMHCKON JOKYMEHTAIlMU, CTaBWJI NPU HEOOXOJIUMOCTH
YTOUHSIOIIME BOMPOCHI B Oecele ¢ MEIUIMHCKUM paOOTHUKOM M marueHToM. Ha
3aceganun BpadeOHOM komuccuu ['BY PJI PKBJ] npoBoaunack uHTepIpeTanus
MaTepuaoB, yTBepxkaaicsa tiun u cyotun BB, tsxxects Teuenus BBD Ha ocHoBaHuM
KpUTepUEeB  BUPMHUHIeMCKOro WHJEKCAa TSDKECTH  OYJUIE3HOrO  AIHJIEPMOJIU3a
(Birmingham Epidermolysis Bullosa Severityscore [BEBS]) (Ilpunoxenus I', M),
MEePCOHATU3UPOBAHHASL MECAYHAsI U TOJI0OBAsI MOTPEOHOCTh B MEUIIMHCKUX Mpernaparax
(MII), neuedbnom mnuranuu (JIII) wu mnepessizounom wmatepuane (IIM). Otor
KOMOMHUPOBAHHBIN (CUHXPOHHO-aCUHXPOHHBIN) (opMar IUCTaHIIMOHHOW JeueOHOo-
JTMAarHOCTHYECKOM paboThl ObLT BrocieacTBUM (anpenb-uioHb 2020 roa) 3a1eicTBOBaH
I[lentpoM B  TepuoJ ~ CaMOMBOJALIMM  HACENEHHS Uil  TEJIEMEIUIIMHCKOTrO
KOHCYynbTUpOBaHus 93 OonbHbix BBD, mnpoxuBarommx B pailoHax U Topoaax
Jlarectana. B cBsi3u ¢ BBEJICHHBIM PEKUMOM CAMOM3O0JISIMUA 00CIIeIOBaHUE MAIMEHTOB
BpayaMu  aMOyJIaTOPHO-MOJIMKIMHUYECKON  CIyKObl,  3alOJHEHHE  aHKET W
O3HAKOMJICHUE POJUTEIEH C OCOOCHHOCTSIMU yXOJa M KOPMJIGHHS] MPOUCXOJWIIA B
(hopMe CHHXPOHHBIX TEIEKOHCYJIbTAIINH.

Takum oOpa3oM, B OYHO-JIUCTAHIIMOHHOM U JHCTaHIMOHHOM (dopmare
o0clie/IoBaHbl, MPEJICTABICHBI 3aKII0UeHUs FKcepToB LleHTpa u okazaHa MeaUIIMHCKAS
nmomMomip 127 mammentam ¢ BbBD. M3 HuX co3maH  akTyanuM3HpOBAHHBIN

pecnyONMKaHCKUA peecTp OOJNIBHBIX C 3THUM T'€HOAEPMAaTO30M. Y BCEX PECIOHJIEHTOB
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HaMH YTOYHEH auarHo3 (tumn) BBD, ¢ KOTOpbIM OHM HAXOIWUJIWCh Ha JUCIIAHCEPHOM
HaOJIIOJICHUU B MEIUIMHCKON OpraHu3alliil U TMPOBEJIEH CPABHUTEIbHBIA aHAIU3 C
panee BbicTaBieHHbIM (Tabmuma 6). Oaun mamuedt, HaOmogaemslii B KB/l ropona
Hepbenta ¢ aumarHozom BBD, He Bomen B peecTp, Tak kak y Hero LlenTpom

BepuduIpoBaH nemguryc.

Tabmuma 6 — CpaBHHUTENbHBIM aHanW3 TUma BBD manueHToOB, HaXOIMBIIUXCS Ha
JUCIIaHCEPHOM HaOJII0AeHUH, Tpu n=127

Tun BED Tun BBE3 Tun BED Tun BBED Huarnosz BBO Bcero
UACHTHPULH- COOTBETCTBYET  |M3MEHEH Bepu(UIMpOBaH (abcomroTHBIN
pOBaH BIIEPBBIE | paHee (abCOMIOTHBIN | BIIEPBEIE. nokasareins/ %o,
(abcomoTHBIN YCTAaHOBJIEHHOMY |TOKa3atenb/ %, |BkiroueH B n=127)
nokazarens/ %, | (aOCOMOTHBIHA n=127) peciyOIuKaHCKUi
n=127) rokasarens/ %, peectp OOJIBHBIX C
n=127) BBD (abcomtoTHbIi
nokasareins/ %,
n=127)
I[IBBED 50 19 5 10 (7,87+2,39%) 84
(39,37+4,34%) | (14,96+£3,17%) | (3,94+1,73%) (66,14+4,2%)
[IpBB> 1 - 6 1 8
(0,79+0,76%) (4,72+1,88%) (0,79+0,76%) (6,3+2,16%)
JABBD 10 (7,87£2,39%) 18 4 1 33
(14,17£3,09%) | (3,15£1,55%) (0,79+0,76%) (25,98+3,89%)
Kunmep- 1 - - - 1 (0,79+0,76%)
CUHJIPOM (0,79£0,76%)
Heyrounennsrit - 1 (0,79+0,76%) - - 1 (0,79+0,76%)
BBD
Uroro 62 38 15 12 127
(48,824+4,44%) | (29,92+4,06%) | (11,81£2,86%) (9,45+2,6%) (100%)

Y 15 (11,81£2,86%) mamuentoB tun BBD usmenen u y 62 (48,82+4,44%)
uneHTuuurpoBan Bnepsbie. Takum odpazom, 77 (60,63+4,34%) OOIBHBIX HAXOAUIUCH
Ha JHMCHaHCEPHOM yueTe Oe3 Bepu(UIMPOBAHHOTO TUMa 3a00JEBAHUS U JHIIL y 38
(29,92+4,06%) oH COOTBETCTBOBAJI YKa3aHHOMY B JIMCIIAHCEPHOU KapTe aMOyJIaTOPHO-
MOJUKIMHUYEeCKoro 3BeHa. Hamo ormeruth, uto 12 (9,45+2,6%) OblIu BHIEpBbBIC
[{eHTpOM BBISIBJICHBI U MIOCTABIICHBI HA AUCIIAHCEPHBIN yUeT, a TAK)K€ BHECEHBI B PEECTp
6onbubix BED: 10 (83,33+10,76%) u3 12 ¢ IIBBD u no onnomy (8,33+7,98%) ¢ JIBbD
u IIpBBbD. IlpeBannpoBanne I[IBBD B »53TOM ciydae BBI3BaHO «BapHaOEIbHOM

OKCIIPECCUBHOCTBIO», T. €. HC3HAYHUTCIbHBIMHU MaHI/I(l)CCTHI)IMI/I NpOABJIICHUAMUA, B

JaHHOM 3IIM304€ HOMHHaHTHOﬁ (bOpMBI réHoacpmarosa. OTO U BBI3BAJIO 3aTPYJAHCHHA B



52

Bepudukaruu BBD cnenuanucramu nepBUYHOrO 3BeHA. B To ke Bpemsi y Oojee uem
nojoBuHbl 18 (54,55+8,67%) u3 33 GonpHBIX JIBBD THI MOIWKIMHUYECKUM 3BEHOM
ONpPEAETIEH BEPHO, TAK KaK KIMHUYECKHUE MPOABICHUS MPU STOM THUIIE SIPKO BBIPAKEHBI.
[IpobGiemHOM oOkazanmach st HUX BepudUKalUs OCTalbHbIX THUIOB BBD u crepThix
dbopm JIBBED. YuuteiBas, uto 3a6oneBaemocth BBD cpenu Hacenenus /larecrana ogHa
13 caMbIX BBICOKMX B Poccuu, He00X01MMO MOBBIIIEHNE KBATU(UKAIIUNA CIIEIUAIUCTOB
IPb (nmemmaTpsl, JepMaTOBEHEPOJOTH, TepameBThl) U MexpaiionHsix KBJ[ B 3TOM
HalpaBJICHUH, a TakKe OOyueHHE IEIUKATHOMY OOpAaIllEHHI0 C XPYNKOH KOXKEH Hu
CIU3UCTON 0007104KOH MOJIOCTHU pra, TUTUEHUYECKUM npoueaypam,
cOaJaHCUPOBAaHHOMY  TUTAHUID W  YXOJIy 3a  PaHEBBIMU  IOBEPXHOCTSIMH.
CoBepilieHCTBOBaHHE TPOPECCUOHATBHBIX KOMIETEHIIUM 3asBICHHOTO KOHTHUHIEHTA
CIELHUAIUCTOB OCYIIECTBICHO HAa TpeX OO0YyUYaroIIMX MEpPONMPUSATUSIX, MTPOBEIACHHBIX B
2020-2021 romax ®I'bBOY BO «AI'MY» MunsgpaBa Poccum u Mun3zgpaBom
PecnyOnuku [larectan: «Opranuszanusi NajuIMaTUBHOW MOMOINM U BeAeHUE OOIbHBIX
BpOXKACHHBIM OYyJIE3HBIM Bnuaepmoinzom» (cemuHap coctosuics 30.04.2020r.),
«Opranuszanmsi B3aUMOJECHUCTBUS CMEXHBIX  CIELUAJIUCTOB IIPU  JIUCIAHCEPHOM
HaOJIIOJIGHUN  OOJIbHBIX BPOXKAEHHBIM  OyJUIE3HBIM  SMUJEPMOIU3OMY»  (CeMHHAp
coctosuics 01.12.2020 r.), «Opranuzanus padoThl J€pMaTOBEHEPOIOTUUYECKON CITyKObI
B nepuoj nangemun COVID 19» (xondepenuus npouna 30.04.2021r.). Ilo3nanus,
KBaJTu(pUKALUS U HACTOPOKEHHOCTh MEIUIIMHCKOTO COOOIIECTBA B 00JIACTH 3TOTO
opaHHOTrO TEHOAEpMAaTo3a BO3POCIM, a KoHcyibTauuu LleHTpa BbIBenH mporece
OKa3aHUs UM MEIUIMHCKUX YCIYr Ha KauyeCTBEHHO MHOHN ypoBeHb. Tak, B Jekadbpe
2020 roma yYCTaHOBJIEH KIWHWUYECKUN JUArHO3 TE€HEPAJIM30BAHHOTO PELECCUBHOTO
JIBBD Amnnono-CumeHnca aByM HOBOpoxaeHHbIM yxe Ha 17 nenbp (KBJI ropoma
Kuzmsapa ouno, LleaTp auctanimonHo) u Ha 4 Mmecsre xku3uu (ouno B [lentpe). B 2021
roay nepeexaBmas B r. XacaBlopT PecmyOnuku JlarectraH M3 COCEAHETO PErvMoHa
JIEBOUYKa 7 JIET B MEPBBIM K€ MecCsl rocnuraiu3dupoBaHa B LleHTp, rae el BOEpBbIe
BepUPUIIMPOBAH TEHEPAIU30BAHHBIA HEMYTWIUpPYIOIIUN peueccuBHbii JIBBED
MPOBEJICHO JieueHne. TakuM o0pa3oM, JUarHo3 yCTaHOBJIEH, a Teparus, B TOM YHCIIE

CMC)KHBIX CIICOUAIMCTOB, Ha3HadY€Ha OAHOMY HW3 BHOBb BbIABJIICHHBIX OOIBHBIX
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JTUCTAHIIMOHHO B PEXHME «Bpau-Bpau», a JBYM — MPU CTAlMOHAPHOM JICUCHUH.
OOpazoBarenbHble  MEPONPHUSATHS  AKIEHTUPOBAIM  BHUMAHUE  CHEIUATUCTOB
MEPBUYHOrO 3BeHa Ha MaHU(ecTHbIX ocoOeHHOocTsiXx BBD u cBoeBpeMeHHOI
uaeHTU(DUKAIMKA 3a00JI€BaHUs, OKa3aHUIO KBATM(GUIIMPOBAHHON MEIMKO-CAaHUTAPHOU
noMonu. Bce Tpu nanueHTKy BHECEHBI B peciyOnnkanckuii peectp B 2021 roy, B3sTHI
Ha aucmaHcepHoe HabmoaeHue Llentpa u mexpaiionasix KBJI. /IBe U3 HUX BKIIFOUYCHBI
B 3asBKy oOecrniedeHus W3AenusiMu MmeauruHckoro HazHaueHuss (MMH) MunsnpaBom
PecnyOnuku Jlarectan Ha 2021 rop, a onHa — Ha 2022 roa. B To ke BpeMsl mocneHsst
peryisipHO moJiyyaja cranvoHapHoe JiedeHue B 2021 romy u Haxoawiace mOA
JUHAMHYECKUM HAOJIIOJIEHUEM JEpPMATOBEHEPOJOra M CMEXHBIX CIEHHAINCTOB
komuccun Llenrpa.

Bospact o6cnenoBannbix 6onbHbIXx BED npencrasnen na Pucynke 1: netu (0—17
neT) u B3pocnbie (ctapiie 18 mer) coctaBistor 64,62+4,19% (84 manuenta, n=130) u
35,384+4,19% (46 nmaumentoB, n=130) coorBeTcTBeHHO. Cpean AETCKOTO0 KOHTHUHTECHTA
IIUPOKO TMpeAcTaBieHa Bo3pacTHas rpynmna 4—15 mer — 69 (53,08+4,38%, n=130), a y
B3POCIIBIX MOXUJbIe Moau 61-63 nmetr — 6 GonbHBIX (4,62+1,84%, n=130) u monomoit
Bo3pacTHoM nepuon 18-44 roma — 34 (26,15+3,85%) [13].

C yuetrom Bo3pacta nanueHToB BB B cocraB meaunuHckoi komuccun LleHTpa
BKJIIOYEHBI CIEHHAINCTHl CMEXKHBIX CIEHHAIBHOCTEH, OKa3bIBAIOIIUX MEIUIIMHCKUE
YCIAYTd JETCKOMY M B3pPOCJIOMY HACEJICHUIO [JIsi OKa3aHUs CHEeIUaTIu3upOBaHHOMN

MEIUIIMHCKON TOMOIITH.
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Bcero 18 neTt u ctapuwe 46 (35,38+4,19%)

61-63 roana 6 (4.62+1.84%)
56-57 net 2 (1,54+1,08%)
51-53 roga 2 (1,54+1,08%)

48-50 net 1 (0,77+0,77%)

45-47 netv 1 (0,77+0,77%)

42-44 ropa 2 (1,54+1,08%)

39-41 ropn, 2 (1,54+1,08%)

36-38 ner 2 (1,54+1,08%)

33-35 ner 7 (5,38+1,98%)

30-32 roga 4 (3,08+1,52%)

27-29 ner 6 (4.62+1.84%)

24-26 net 3 (2,31+1,32%)

21-23 net 3 (2,31+1,32%)

18-20 netr 5 (3,85+1,69%)

Bcero 0-17 net (64,62+4,19%)| 84

16-17 net 4 (3,08+1,52%)

13-15 nev 8 (6,15+2,11%)

10-12 net 18 (13,85+3,03%)
7-9 nert 22 (16,92+3,29%)
4-6 net 21 (16,15+3,23%)

1-3 roaa 7 (5,38+1,98%)

o 1 roga 4 (3,08%1,52%)

Pucynok 1 — Pacnipenenenne oocnenoBanHbix 6osbHbIX BB no Bo3pacty (n=130)

Cpenu oOcnenoBaHHBIX NManueHToB BBD ynenbHBIN Bec MyXYHMH M >KEHILHUH
CyHIECTBEHHO HE€ oTiau4daicss u cocrtaBimsin  53,85+4,37% u  46,15+4,37%,

cootBeTcTBeHHO (Pucynok 2) [13, 22].
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KeHLWmHbI

My>KU4nHbl

70 (53.85+4,37%)

54 56 58 60 62 64 66 68 70 72

Pucynok 2 — IlonoBas npuHamnexsoctsb 0onbHBIX BBD (n=130)

N3 130 6onbubix BB 15 (11,5442,8%) BbIsIBIIEHBI B MpOLIECCE MPOBEICHHOTO

Hamu oOcnenoBanus (Pucynox 3).

16

15 (11.54+2.8%)

14

12

10

9 (6,92£2,23%)

4 (3,08+ 1,52%)

2 (1,54+1,08%)

no lropga 1-17 net 18 net u cTapwe BCEero

Pucynok 3 — /Ilnarno3 BbD ycTaHOBIIEH BIIEPBBIE, IOCTABIEHBI HA JUCIIAHCEPHBIN
yuet (n=130).

Bcem Bepu¢uumponan tun/cyotun BBD u OHM B34TBHl MOA JAMHAMHYECKOE
HaOmonenue. Ilpuuem 2 (1,54+1,08%, n=130) naumenta crapmie 18 naer, 4TO

YKa3bIBA€T Ha YIOYIICHUSA ITICPBHUYHOI'O 3BCHA B OpraHU3aluu oOecrieyeHUs UX
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CBOECBPEMEHHOM KauyeCTBEHHON MeaunuHckoi momotsio. Y 4 (3,08+1,52%, n=130)
3a0oyieBaHNEe UASHTHU(GUIIMPOBAHO B MEPBBIA Toja XKH3HHM, a 9 (6,92+2,23%, n=130)
MalueHToB ObUIM B BO3pacTHOM Tpymme oT 1 nmo 17 ner, yemy cmocoOcTBoOBaia
HAaCTOPOKEHHOCTh CHEIMATUCTOB AETCKOro MNpoduiis B OTHOIIEHUH OyJUI€3HOTO
reHojiepmaro3a Ha GoHe mpoBoauMoi LleHTpom KamMnaHuu Mo IUATHOCTUKYU U TepaNUU
BbD [22]. DTo mo3BONMMIO OKa3aTh UM KBadU(DUIIMPOBAHHYIO MEIUKO-CAHUTAPHYIO
MIOMOII[b HA PaHHEM dTare 3a00JIeBaHuUs.

[Tocnenyromee AUCTAHIMOHHOE MEIUIIMHCKOE HAOIIOIEHUE 3a COCTOSHUEM
3I0POBbS MAI[UEHTOB OCYIIECTBISJIOCH B TECTOBOM PEXKHUME B TEUEHUE CEHTSIOpS U
okTs10pst 2020 roma Ha 0Oaze CepBuca «COep3mopoBee» B cetu «MHTEepHET» CO

CIeUAIM3UPOBAHHON ITporpaMMoid, obecrieunBaeMoii caiitamu https://sberhealth.ru/ u

https://docdoc.ru/, a Takxke MOOMIBLHBIM TMPUIIOKEHHEM. B mporiecce TUCTaHIIMOHHOTO

MenuIuHCKOoro  HaOmonenuss CepBHUC  TO3BOJISIET  HCHOJB30BAaTh  BUJIEOCBS3b,
ayIMoCBsI3b, a TakKe OOMEH TEKCTOBBIMU COOOIIeHUsIMU U (ailnamMmu U He
OTPAaHUYMBAET MAKCHUMAJIbHOE KOJMYECTBO TMAlMEHTOB UM Bpaueil. 3ampoc Ha
MPOBEJICHUE KOHCYJbTallMM crernuaitucta lleHTpa ¢ ucmonb30BaHMEM MOTEHIIHMAIIA
CepBurca noCTynui OT 8 NalUEHTOB.

Hamu wu3yueHO mMOCpPENCTBOM aHKETUPOBAHUSA  BO3JICUCTBUE MPUPOIHO-
KJIIMMaTUYECKUX (DAKTOPOB M HAPYNKHBIX MPOLEAYP HAa COCTOSHUE KOXKHOTO Mpoliecca
o6onbHbix BBD. K HUM OTHOCSTCS TOpPHBINA BO31yX, MHCOJISIIUS, BOJHBIE MPOLIEAYPHI
(Mope, MPEeCHOBOJIHBINA BOJIOEM, BaHHBI C JICUEOHBIMU TpaBaMM), MECTHOE BO3JICUCTBUE

XO0JIOAOM.

2.2. JlaGopaTopHbie METOABI HCCJIETOBAHUS

B Bepudukanum KIMHHUYECKOrO JMAarHo3a MCHOJb30BAIOCH MOJIEKYJISIPHO-
TEHETUYECKOE HMCCIEA0BAaHUE METOJIOM ITOJHOIK30MHOTO CEKBEHMPOBAHUS MaTepuaia
oOcnexyemoro. ['eHeTnueckuil aHanu3 ObUT BBINOJHEH C HCIOJIb30BAHUEM T'€HOMHOUN
JIHK, BbIIeneHHONM OT MmanueHTa IyTeM JHU3HMca KIETOK, a 3aTeM HX OYHUCTKOM C

MMOMOIIIBIO CTEKJIOBOJOKOHHBIX (priibTpoB (peaktuBnl Qiagen, QIAamp DNA Mini Kit).
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W3 npuroToBiaeHHOro TakuM 00pa3oM MaTepuralia co3/1aBajliiCh TeHOMHBIE OMOIMOTEKH,
KOTOpbIE€ MOJBEPrajiuCh IMpPOLEIYPE MacCOBOIO NapajljIeNbHOIO CEKBEHUPOBAHUS
(Roche, Illumina, KAPA Library Preparation Kit). MeTogom rubpuan3anuu TeHOMHBIX
oubnuorex nogoupanucek yyactku JJHK, cooTBercTByrOmMEe 3K30HaM IeHOB M cailTam
crutaiicunra (Agilent, SureSelect All Exon V7), u ycTaHaBnuBanach UX HyKJICOTHUIHAS
nocieaoBaTeabHOCTh Ha cekBeHaTope (Illumina, HiSeq 1500; peaktuBst HiSeq Rapid
SBS Kit v2). 3areM mnpoBOAWIOCH KapTUPOBAHHME TIOJYYEHHBIX NPOUYTEHHM Ha
KOJUPYIOIIME palioHbl I'€HOMA YEJIOBEKa M OCYILIECTBISJICS NMOMCK Manbix (1o 50
HYKJICOTUJIOB) MHCEPIUN M Jeleluid, a TakKe OJHOHYKICOTHUAHBIX MOJIUMOP(PU3MOB
[13].

JlaHHBIE ~ CEKBEHUPOBaHUsA  ObUIM  MPOAHAJTU3UPOBAHBI  C  MOMOIIBIO
aBTOMATU3UPOBAHHOTO AJTOPUTMA, 3aKIIOYAIoLEero B ce0sf OLEHKY HapaMeTpoB
kKadecTBa  cekBeHupoBaHus (Moxaynb FASTQC), ynaneHue  ajgantepoB U
nocieaoBaTenbHocTe ¢ HU3kuM kadectBoM (Monyiab SEQPURGE), BoipaBHUBaHME
npouteHuil Ha Bepcuto hg 19 renoma uvenoseka (Moxyns BWA MEM), ¢unsTpanuto
ontnueckux u [P nyonukatos (Mmoxyns SAMBLASTER), nokanbHyr0 ONTUMHU3ALMIO
BbIpaBHMBaHul (Monynbs ABRA2), oOHapyxeHue BapuaHTOB U UX (UIbTpaLUs
cornacHo kauectBy (maketr FREEBAYES) u annoTanuio BapuaHTOB OTHOCHUTENIBHO 0a3
JAHHBIX ¢ KIuHU4Yeckou nHpopmanueit (moayns ENSEMBL-VEP).

KaprupoBanue ureHuil Ha pedepeHCHYIO MOCIEA0BATEIbHOCTh FT€HOMA YEJIOBEKA
(Hgl9), a Ttakke mNOUCK Bapualuil OCYHIECTBISJICA TMPU TOMOIIUM BCTPOEHHOIO
nporpaMmHoro obecnedyeHusi Torrent Server. I[lomydeHHBII MaccUB MaHHBIX ObLI
00paboTaH ¢ KMCHOJIb30BAHHEM KOMIBIOTEpHBIX Mporpamm Alamut Batch (Interactive
Biosoftware) u Bctpoennoro nporpammuoro odecneuenusi lon Reporter (Thermo Fisher
Scientific). KnuHuyecku  3HauMMble TE€HOMHBIE  BapUaHTBl  MPOBEPEHBI  C
UCIIOJIb30BaHWEM 0a3bl naHHbIX MyTauuid venoBeka HGMD Professional, OMIM

(cChUIKM HaA UCHOJB30BaHHbIE 0a3bl AaHHbIX: http://hgmd/pro/; http://omim.org;

http://www.ncbi.nlm.nih.gov/clinvar). AHanu3 paHee HEOMMCAHHBIX MyTalWil ObLI

MPOBEJEH C TMOMOIIBbIO KOMIbIOTEpHOU mporpammbl Alamut Visual (Interactive
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Biosoftware), mo3Bonstoimieit onpeaensaTe GYyHKIIMOHAIBHYIO 3HAYMMOCTh MYTAIlUU C
ucnosbzoBanueM BctpoeHHbIX Moayieit SIFT, PolyPhen2 u Mutation Taster.

OnHoit manueHTKe (KEHCKHWM MOJI, BO3pacT 7 JIeT) HCCIEAOBAHHE ITPOBEICHO
Metonom MAK. [Ipu 3TOM ucnonap30BaHa peakiysi HEMPIMON UMMYHO(IIOOPECIIEHIIUH
B JIa3epHOM CKaHUpyoleM koH(pokanbHOM MuKpockone Olympus (Onummyc)
IX81S1F-S mpousBonctea OPI'. Ee poautenu coctodatr B OIM3KOPOJICTBEHHOM Opake,
OJIHAKO TEHOJiepMaTo3aMu He cTpajalT. KiaumHuueckoe oOcieoBaHHWE U JIaHHbBIE
aHaMHe3a TMO3BOJIMJIM  TOCTaBUTh €W  MpeaBapuTenbHbld  auarHo3: [IBBD
nokanuzoBaHHbIM Bebepa-Kokelina. buonTar B3ST ¢ yyacTka KOXH, HA KOTOPOM 4acTo
oTMeYaeTcss MaHU(EcCTalusl My3bIPHBIX AIEMEHTOB. J[Jis 0OHapy»KEeHHsI CTPYKTYPHBIX
O€JIKOB-aHTUT€HOB KEPATUHOIIMTOB M 0a3ajlbHON MeMOpaHbl MPUTOTOBUIM W3 HETO
KPUOCTAaTHBIE Cpe3bl, KOTOpPhle 00padoTanu aHTUTENaMU K OeJKaM-aHTUTEHaM:
kepatuHel 5 w14, namuauH- 03B3y2, MWIeKTUH, MIaKOPUIMH-1, JECMOILUIAKUH,
uHTerpuH 06P4, xkunamua-1, komwtaredsl VII m XVII tunos, nutokepatuH 5 u 14.
[Tocne »TOro HaHeciW pacTBOPHl AHTUKPOJHMYBMX U AHTUMBIIIMHBIX BTOPUYHBIX
AHTUTEN, MEYEHHBIX (IyopecUUpyomUMI (GIOOPOXpPOMaMH U HaIpaBJIECHHBIMU
MPOTUB paHEe MCIOJIb30BAHHBIX aHTUTEN. [IepBbie JalOT CBEUEHUE B 3€JIEHOM CIIEKTPE
JIA3€PHOT0 OCBEUIEHUS C JIIMHOW BOJHBI 488 HM, a BTOPhIE — B KPACHOM CBETE U BOJIHE
633 Hm. Jlng aHaiM3a TOTOBOIO TMpernapara Ha HEro HAHOCWIM pPacTBOp C
¢dayopecuenTHbIM Kpacutenem DAPI (4,6-Diamidino-2-phenylindole dihydrochloride),
KOTOPBIM yCUJIMBAJl CBEYEHHWE B CMHEM CBETE M JJIMHE BOJIHBI Jia3epHOTo cBeTa B 405
HM, a 3aTe€M HaKpbIBAIM IMOKPOBHBIM CTEKJIOM. [lo ypOBHIO M HHTEHCUBHOCTH
(byopeclieHIIuN CTPYKTYPHBIX OCJIKOB KOXKHM yCTaHABIUBAIN OTCYTCTBUE, HATMUUE WIH

CHIDKEHUE UX IKCIIPECCUU, a TAKKE PACIPEACICHUE B ITy3bIpsiX. [64].

2.3. Crarucruueckas 00padoTKa pe3yJbTAaTOB UCCJIEI0BAHMS

Cratuctuyeckoid 00pabOTKe MOABEPTIUCH BCE PE3yJbTaThl KCCIEIOBAHUS.

Brluucnsanu J0OCTOBEPHOCTh CPEAHUX BEIMYMH B JBYX BBIOOpKax (t-Kputepuii

CteroaenTa) mo gopmyie [36]:
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Mq1—M;
)
/mlz_mzz

rac Miu M, — InepBasd U BTOpasd CPpaBHUBACMLBIC BCIIMUYMHBI, M1 M M2 - IICPBaAd WU BTOPasa

t =

cpeaHue omuOKu; t — KpUTEPU TOCTOBEPHOCTH (OBEPUTENBbHBIN KOA(DPUIIUEHT).

3ateM 1o Qopmylie adbTEPHATUBHOTO BapPbUPOBAHMS YCTAHABIUBAIU CPEIHIOO

OIKOKY MPOLIEHTHOTO OTHOIIEeHUs [33]:

P(100-P)

- I

n

rae P- mudpa npoiieHTOB, MOTyyeHHast U3 Yucia HaOII0IeHUH,
N- YUCJIO HAOJIIOEHUN.

Onnako mpu MajaoM YUCie HaOII0IEeHHUH, K KOTOPBIM OTHOCUJIM COOTBETCTBYIOIIUE
ycnoBrio P x n < 500, cpaBHeHHE NBYX PE3yJbTATOB OCYIIECTBISUIOCH IO KPUTEPHUIO

CrtbloJieHTa JIJ1s1 MaJIbIX BBIOOPOK, MpeuioxkeHHoMy Duiiepom [34].

®opmyna Pumepa: P=sin ¢/2, ¢ =2 arcsin\/ﬁ, A %

P1=P2 nqin,

Kpurepuii Ctoiogenra; = ————— —_ L

PHTEP A < 1 (@1 — ©2) -
nqT np

[Ipu w™anbix BbIOOpKAX JaHHBIX OOpabOTKYy Marepualia MPOBOJIUIM Ha

WHKEHEPHOM OHJIaMH-KaJIbKYJIsTOpE Ha caifte https://calc.by.

Paznuuus Mexnay wmaccMBaMM JAaHHBIX NOPUHUMAIUCh 32 JIOCTOBEPHBIE IIPH
ypoBHe 3Hauumoctu P < 0,05, ecnu BbluucieHHas BenuuuHa t > 2,0 (mocTtoBepHas
BeposATHOCTH (0,95). AOCOIIOTHO JOCTOBEPHBIMH CUUTAIUCh MOKA3aTEIW MPU YPOBHE
sHaunmoctu P < 0,01, ecnu kputepuii nocrtoBepHoctd t > 2.0 (mocTtoBepHas

BeposTHOCTh 0,99) u P < 0,001, ecu t > 3,3 (mocToBepHas BeposTHOCTH 0,999) [34].
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I'JIABA 3. KJIMHHUYECKASI XAPAKTEPUCTHUKA, MIOAXOAbl K
JTUATHOCTHUKE U OKA3AHWIO MEJUIIMHCKOH MOMOIIA BOJIbHBIM
BPOXJAEHHBIM BYJUIE3HBIM S1TUJIEPMOJIN30M

3.1. KiimHn4eckue 1 JJadopaTopHble UCCIeI0BAHUA B BepU(PUKAIUUA BPOKIAEHHOT O

0y JIE3HOI0 AMUAEPMOJIN3a

Ha ocHOBaHMM KIMHUYECKUX MPU3HAKOB, CEMEWHOTro aHaMHeE3a, aHaMHe3a
3a007€BaHMs, TOMOJIHUTEIBHBIX METOJO0B JTA00PATOPHOTO MCCIEAOBAHUS, 3aKITIOUYCHUS
CMEXKHBIX CHEIUATUCTOB Mbl HJICHTUPULIMPOBAIA KIUHHYECKYI0 (opmy BBD.
[TosTanuelit anroput™ ero Bepudukanuu n3oopaxeH Ha Pucynke 4.

B pazgene 2.1 moapoOHO omucaHbl 3Tanbl KIMHUYECKOTO OOCIIEeIOBaHUS
ManyeHToB ¢ nogo3penueM Ha BbD. Hago oTMeTuTh, 4YTO NATOTHOMOHUYHBIM
MIPU3HAKOM BceX TUIOB BBD SABISIOTCS peluAMBUPYIONINE MYy3bIPHBIE JIEMEHThI KOXKHU
(apo3umn) u cau3ucThix obOosouek. M Ha Pucynke 4 ykazaHo, 4TO HUMEHHO JTHU
MPOSIBJICHUSI TO3BOJISIIOT TOCTaBUTH Bompoc o MaHudectanuu BBD. Ilostomy Ha
oA00HbIE MPOSIBIICHUS JOJKHA OBITh CBOEBPEMEHHAs peaKius J1I€PMaTOBEHEPOJIOTOB
IPB, LII'b u PKB/I ¢ npuBiedeHreM CMEXHBIX CIIEIIUAIIMCTOB U dKkcnepTa [lenTpa mis
000CHOBaHUSI pa3BEPHYTOTO AvarHoza. Pa3zButue 3a0oJieBaHUS, €ro MOJIOKUTEIbHBIN
MIPOTHO3 OMNPEACNSIIOTCS paHHEW IMArHOCTUKOM W, KakK CJEACTBUE, CBOEBPEMEHHBIM

MIPOBEJICHUEM KOMILIEKCa JIEUeOHO-TPOPUIAKTHUECKUX MEPOTIPUSITUH.
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NauyueHT c nonospeHnem Ha BB3: My3blpHbIE 3/1eMEHTDbI ¥ 3PO3UU KOXH U CZIM3UCTDBIX obonouek

1

JOepmatoeeHeponor LPB, L6, PKBA: KNMHMUecKMid ocMmoTp, prkcaumna ¢poTonzo6pakeHum.

1

ObcneagoeaHue CMeXHbIMK cneumnanuctamu LPE, LIMB, pecnybBauMKaHCKUX MegULMHCKWX yUpeaeHU.

4

Cneuunanuct LleHtpa BE3 I'bBY P4 PKBA AUCTAaHUMOHHO: aHann3 npefocras/eHHbIX AOKYMEHTOB,
LOMNOAHUTENbHbBIA ayAMO0-BUAE0 KOHTAKT C eYaLLMM EPAaUOM M NaLMeHTOM.

Y 4 \

[OuarHo3s BE3 noATBepsKaEH crneuuanmcramm
LienTpa BB3 I'G PJ, PKB/I.

AuvarHos BE3 He noaTeep:AEH,
YCTaHOB/EeH NpeAaBapuUTebHbIA AnarHos
AepmaTtoz2a U gaHbl peKoMeHA3LMK

l obcnegoBaHUA U MapLLpPYTU3aLIMK.

fleyawmii Bpay NnauMeHTa 3anoAHAET GHKeTY
(npunoxkenue 1) n Tabnauuy BEBS (npunokeHue 2)

]

Cneuuanuct Lientpa MNBY P4, PKBA (AMCTaHUMUOHHO):

1) AHan13 npenoCTaBAeHHbIX NpUAoKeHU N1 u N2, npu HeobXxoAMMOCTH AONOAHUTE/IbHDIN KOHTAKT B
dopme «Bpau-Bpau» M «Bpay-NaLUeHT».

2) YcraHaenmeaeT popmMy HacneA0BaHUA: ayTOCOMHO-A0MUHAHTHaA M ayTOCOMHO-PeLeccMBHaA.

3) BbicTaBAAeT KAMHUYECKUIA AnarHo3 BB ¢ ykasaHuem Tuna, cyBTuna, KaMHuueckon Gopmbl

3

Komuccua LieHTpa BB IBY P, PKB/ yTeep:AaeT KAMHUUYECKUIA AMarH02, BHOCUT NauMeHTa B peectp LieHTpa,
nepeaagT 2akNoyeHne levalemy Bpady 417 NOCTaHOBKM Ha AUCMAHCePHDbIN yUET.

]

MoneKkynapHo-reHeTuueckoe uccnegoeanue [HK naumeHTa gna NoATBEPHAESHUA FrEeHETUUECKo Npupoabl
3aboneeaHuA.

Pucynok 4 — Anroputm Bepudukanuu 0yui€3HOro SMUIepMoIn3a

Mpb1 npoBenu aHanu3 BO3pacTa MOSIBICHUS] OYJUIE3HBIX SJIEMEHTOB Y KaxKJI0TO
THNA, H3y4aeMmoro reHoaepmaro3za [l1]: ¢ poxnaenus, B mnepuoa IMOJ3aHUS, B

JOIITKOJIBHOM BO3pacTe, B MOJAPOCTKOBOM Bo3pacTe, rmocie 18 net (Tabmwuma 7).
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Tabmuua 7 — CpokH MOSBIECHUS IMy3bIpEH Ha KOXKHBIX MOKPOBAX M CIM3UCTHIX
000JI0YKax NalMEHTOB C OYJUIE3HBIM SMUAEPMOIU30M

Tun BBEO
Cpoxu BBED, n=130 I[1BBED, [IpBbD, JABBD, OcranbHbIC
MaHuecTauu | (Yucio n=84, n=8, n=36 (aucio
my3bIpeit MallUEHTOB (aucno (dncio (ancio MALUEHTOB)
/%) MAaIrueHToB /%) |marueHToB/%) |nanueHToB / %)
C poxnenust | 102 60 8 32 Kunnanep-
(78,46+3,61%) | (71,43+4,93%) | (100 £ 0%) (88,89+5,24%) | cunpom - 1
MAIUEHT,
HEYTOYHEHHBIN
tin BBOD — 1
MAIUEHT
B nepuog 24 21 - 3 -
MOJI3aHUS (18,46+3,4%) | (25,04+4,72%) (8,33+4,61%)
B - 3 - 1 -
nomkoabHOM | (3,08+1,52%) | (3,574+2,02%) (2,78+2,74%)
BO3pacTe
B - - - - -
MOJIPOCTKOBOM
BO3pacTe
ITocne 18 et | - - - - -

N3 Tabnunel 7 BeITekaeT, uto y 96,92 + 1,52% crpangatomnx BB maruentos
MPOSIBIIEHUE TeHOJiepMaTo3a 3aUKCUPOBAHO B MEPBBIN roj] ®KU3HU peOdeHKa (pa3enbl
«C POXIEHHS» U «B MEPUOJ TMOJ3aHUs»). B 3TOT mepuon AeTH HaxOASITCA MOJ
AKTHUBHBIM HAaOJIOJICHUEM IMEUaTPOB, KOTOPBIE JOJKHBI 3aUKCUpOBaTh y peOeHKa
ManudectHble nposiBiieHus BBD u B coorBeTcTBUM ¢ anroputMoM Bepudukamnuu BB
(pucynok 4) mnpuBiedb JAEpPMATOBEHEPOJIOra K €ro KOHCYJIbTHpOBaHUIO. Jlis
MpUOOpeTeHUsT HEOOXOAUMBIX KOMIIETEHIIMN MeAuaTpaM, Kak U JepMaTOBEHEPOIOTam,
TepaneBTaM, pPYKOBOJUTENSIM  MEAMIIMHCKUX  YUPEXKJICHHI, MpOBEICHbl  JiBa
pecniyonukanckux cemuHapa B 2020 rogy u koHdepenuus B 2021 romy, KOTOphie
noApoOHO OTpakeHbI B pazzeine 2.1.

Camas no3ansiss MmanudecTanus renojiepMarosa Obljia B JOIIKOJIBHOM Bo3pacte y 4
(3,08+1,52%) u HU y oaHOrO HE 3a()MKCUPOBAHO B MOJAPOCTKOBOM BO3pPACTE U MO3KE.
Pacnpenenenne »tux 4 OonpHBIX Mo TuUmamM BBD orpaxeno B Tabmume 7: 1
(2,78+2,74%) 6onbHoM 4 et ¢ nomuHanTHeIM [IBBD u 3 (3,57+2,02%) c [IBBED. /IBoe

3 nocnenuen rpynmnsl [IBBD ¢ nokanuzoBannsiM BeGepa-Kokeitna - 3aboneBanue y
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HUX MPOSBUIOCH B BO3pacTe 3 U 5 JIET COOTBETCTBEHHO, a y TPETHEr0o OOJBHOTO C
[IBB3, renepanuzoBanubiM KEOHepa, B 4 roma. DakTHUUecKd B JETCKOM BO3paCTe Y
BCceX OOJBHBIX OTMEUEHHI IMepBbie MposiBIeHUsS BBD, 4TOo MBI CBsI3bIBaEM C KapKUM
kiumaToMm B PecniyOnuke Jlarectan [22].

Takum o0Opa3om, B Bo3pacTe A0 5 jeT y HaOmogaeMoro koHTuHreHta BBD
MaHH(ECTUPOBAIl HAa KOXKE M CIM3UCTBIX 000J0ukax. JlomkHa OBITH HACTOPOKEHHOCTD
CIELHUAIUCTOB MEPBUYHOrO 3BE€HA MPHU OOpAIllEHUH JeTel 3TOW BO3PACTHOU TPYIIIHI C
*an00aMu Ha MOSIBJICHUE MTy3bIPEN U/WIIH 3pO3Hi Ha KOXKE U CIU3UCTHIX 000JT0UKaX.

MBI npoBenM aHaau3 Pa3BUTHS MPOLECCA MOCIE ToAa KU3HU Yy 126 mauueHToB ¢
MPOSIBIGHUEM CUMIITOMOB B MEepBbIi 101 xku3HM (Tabnuia §).

O6miee koauyecTBO 00JIbHBIX BBD ¢ M3yueHHBIMU MPOSBICHUSMU HA BTOPOM-
TPEThEM TOAY JKH3HH COCTaBWIO 122 4YenoBeK, TaK Kak YeTBEpTbIM u3 126
HaOmonaemsbix (2 ¢ IIBBD u 2 ¢ JIBBD) He ucnonnwmics 1 roa. o Tem ke npuunHam B
Bo3pacte 3—6 et oOciemgoBaHbl juiib 120 ManUeHTOB, TaK Kak Iiectepo u3 126
HaOJI0/laeMbIX He JocTuriu Bo3pacta Tpéx jetr (4 ¢ [IBBD u 2 ¢ JABBED).
CoOoTBETCTBEHHO  001Iee  4YMCIO  HaOMoJgaeMblX  OONBHBIX € JAMHAMHUKON
s duiopecueHIInil Ha BTOPOM-TPETHEM TOJy M B JOIIKOJBHBIN MEPUOJ, KaK BUIAHO U3
tabmuuel 6, B rpynnax c¢ [IBED u JIBBD mnponopuuoHalibHO yMEHBIIUIOCH: C 86
4yesnoBeKk 10 79 (BTOpoul-TpeTwil roabl Xu3HU) — 77 (IOIIKOJIBHBIN mepuona) u ¢ 36

OOJBHBIX 10 33 COOTBETCTBEHHO.



Tabnuna 8 — JlunaMuka KIMHUYECKUX MPOSIBICHUM OyJUIE3HOT0 SMKUAEPMOJIN3a TOCJIe EPBOTo To/1a KU3HU

PasButne Tun BBD
Bb
ﬁO)é(;I:g:a 3, BO3PACT NALMCHTOB TIBBD, nanueHTOB IIpBBbD3, nanuenToB JIBBD, manueHToB OcTalnpHEbIe,
p MMalMeHTOB
: . s
S S S E
N i g E =
N o 5 en
— =] ~ o0 = N
I S I I = I
= = = = s =
- o) N N =] N
= = = = o = =
T = T T = T T
(<2} < (<2} (<2} (&) (<2} (<2}
= = = = = = =
X~ e % - % = B o~ - %
DS 3} = X = © = X en X =
= m = = N = = = x o m =
= o »= =} »= N = o « O »=
=) = ~ =) ~
= £ S =G ~ £ =ES = = = = =
2 = I 2= = 2 = 2 = S 5 2.
&3 = ol = 3 ol % &3 % 2 £
PE= e = e = = = PE= = = > =
g & 2 28 2 g g & 2 g & 2 g g 2
2 g © e g © g e g © e g © 2 ° S
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N3yuancsa HaMu BTOPOU-TPETUI OBl KU3HU U JOIIKOJIbHBIA MEPUO/], B CBSI3U C
TE€M, 4YTO KIMHMYECKOE Haudalo 3a0oJjieBaHUs y BCeX OOJbHBIX, 3a()UKCUPOBAHHBIX B
pecniyonukanckom peectpe lLlenTpa, oTmedaeTcss B 3TH Cpoku Ku3HU. [losTomy
HajlaK€Ha aKTUBHas padoTa CHEIUAIUCTOB IEPBUYHOTO 3BEHA C aKIEHTOM Ha
UJIEHTU(PUKAIIMIO HTOTO TEHOoJepMaro3a y JeTed [0 CEMUJIETHEro Bo3pacTa.
OTMeuaeTcsi TMOJOXKHUTENbHAs JAWMHAMUKA COCTOSIHHUS 370pOBbsi OoybHBIX BBD Ha
BTOpOil-TpeTnii U mnociuenyromue roasl y 34,43+4.3% u 45,83+4,55% (P>0,05)
(Tabnuma 8), YTO, BO3MOXKHO, 3aTPYAHUT OTOXKAECTBIECHHUE MOP(POIOTHYECKUX
A7eMEHTOB y HUX. Ha yXynamienue cocTosiHust Ha 2-OM U 3-M TOJIaX JKU3HU JKaJIOBAJIUCH
59,84+4,44%, B nomkonbHbIN nepuon — 39,17+4,46% (P<0,001) u oTcyrcTBUE
TAHAMHUKU TATOJIOTUYECKOTo Tmporecca otmerwnn 5,74£2,11% wu  15,0+£3,26%
cootBeTcTBeHHO (P<0,05) (Tabnuna 8). Breicok npouent y O6onbHbiX [IBBD ciyyaes
YIYUYILIEHUSI COCTOSIHUSI KOXKH, KaKk Ha BTOpOM-TpeThbeM (45,57+5,6%), Tak u B
nocaeaywomme 3-6 ner xu3zHu (63,64+5,48%), nexxenu B rpymnmne ¢ [IpBbD 0onbHbIX
BTOporo-tpethero roma (12,5+11,7%) u B rpynne ¢ [ABBD — (12,12+£5,68% wu
15,15+6,24% cOOTBETCTBEHHO). YXY/IIIIEHHE COCTOSHUS KOXKHBIX MMOKPOBOB Y OOJIBHBIX
IIBBD Ha BTOpOM-TpeTheM rofax *,u3Hu oTMeueHo B 50,63+5,62% u y 23,38+4,82% B
nomkonbHeI  mepuon  (P<0,001), a crabunuzanus mnpoliecca HaOmoAanach y
12,9943,83% B OWKOJBHBIA NEPUOJ, UYTO 3HAYUTEIBHO BBIIIE 3TOT0 MOKA3aTENs Y
MaIMeHTOB BTOPOTrO-TPEThero roaoB xu3uu — 3,8+2,15% (P<0,001). M3 storo msl
3aKJIIOYMIIM, YTO K KOHILY JIOIIKOJIBHOTO Bo3pacta y 59 (76,62+4,82%, n=77) 00nAbHBIX
[IBB3S npoucxoauT perpecc KIMHUYECKUX MPOSBICHUM, TUO0 COCTOSTHUE HE MEHSETCS.
[TosTomy B mponecce MpoUIaKTUYECKUX OCMOTPOB JIET€M OIIKOJIBLHOTO BO3pacTa,
HeoOXOoauM THIATENbHBIM CcOOp aHamHe3a, Oecema ¢ poOAUTENSIMH  peOeHKa,
MPUCTAJbHBIA OCMOTp, Tak kKak uaeHTudukanus [IBBD npu cTéproil kamHUYecKou
KapTuHe Oyner 3arpynHeHa. Ilpy Hanuumm B aHamHe3e  OOpaTUBIIETOCS
MOP(OIOTUYECKUX AIEMEHTOB, CBOMCTBeHHBIX BBD, b0 y OMu3KUX pOJCTBEHHUKOB
HE00X0IMMa KOHCYJIbTalus crenuanuctoB [{entpa.

Ananmu3 8 OonbHbix [IpBBD mnokazan pa3BUTHE OCHOXKHEHUU W yXYIIICHHE

COCTOAHHKSA Ha BECh IICPUOA HACTOALICTO Ha6JIIOI[eHI/I$[, HpI/I‘-IéM YI[GHBHBIﬁ BeC OOJBHBIX
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C IMIPOTPECCUPOBAHUEM CTEIEHU TKECTU F€HOJIEPMATO3a B JOIIKOJIbHBIN EPUOJ BBIIIE,
HEXKEJIM Ha BTOPOM-TpeTbeM roay — 62,51+17,12% u 50,0+£17,68% coOTBETCTBEHHO
(P>0,05).

bonbHbie ¢ auctpoduueckoin popmoit BBD xanyrorcs Ha yBenndeHue Iomaau
MOPaKEHUsI KOXKU U CIU3ZUCTHIX 000JI0YEK MOJIOCTU PTa, TAKENTbIE OCIOKHEHUSI OPTaHOB
Y CUCTEM Ha BTOPOM-TPEThEM rojax xu3Hu — 87,88+5,68% u 69,7£8,0% B Bo3pacte 3—
6 et (P>0,05).

OTcyTCTBHE CUMMOTOMATUYECKOW Tepamuu M MNPOGUIAKTUYECKUX MEPONPUSITUN
CrocOOCTBOBANIM YXYAIICHUIO COCTOSIHUA 3aboneBanusi npu Kunmgnep-cunapome B
JOIIKOJIEHOM BO3pacTe.

Takum o0pa3oM, paHHEEe Hauyajo W MOporpeccupyroiiee oOpa3oBaHUE ITy3bIpEi,
CyOBbEKTHUBHBIX OILIYIICHUNW U OCIONKHEHUM B MOCIHEAYIOIIME JOUIKOJIbHBIE TOAbl MPH
[IpBbD u JIBBD no3BosisieT CBOEBPEMEHHO, YK€ B MEPBBIA I'OJl )KU3HU, TOCTABUTH HX
Ha JIUCIIAHCEPHBIM YYET M OKa3bIBATh CIECIUATU3UPOBAHHYI) MEAUIHUHCKYIO MOMOIIb.
3aTeM B JONIKOJIBHOM BO3pacTe, HAa OCHOBAaHHUM 3a(UKCUPOBAHHBIX B Mpoliecce
JTUHAMHYECKOTO HAONIOJEHUS] W3MEHEHHH KIMHUYECKOW KapTUHBI 3a00JieBaHUs,
yTouHuTh TUN U ¢opmy BBD, ckoppekTupoBaTh MNPOrHO3, CHUMMOTOMATHYECKYIO
Teparnuio U NpoPUIAKTHIECKUE MEPOTIPUITHS.

Metogom 1a00OpaTOPHOTO HCCIEIOBAHMS KIMHUYECKUN JHArHO3 IMOJTBEPKIEH
13 maumentam: 10 — ¢ perieccuBubiM JIBBD, 1 — ¢ IIBBD renepanuzopannsivm KEOHEpa,
1 — ¢ nokamu3oBanHbIM BebOepa-Kokeiina, 1 — ¢ I[IpBBD, nokann3oBaHHBIM He-
Xepmutua [13]. ¥V 12 U3 HUX OPOBEAECHO MOJEKYISIPHO-TEHETUYECKOE MCCIIEIOBAHUE,

pe3yabTaThl KOTOPOro npeacTaBieHsbl B Tabmume 9 [13].
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Ne ni/m, I'en, Pedepencuas Jx30n/ | 'enHomuas HyxkaeoTtuansblii | 3MroTHOCTH AMHHOKUCJIOTHBIN | Ouenka
THI/KJINHAYECKast OMIM MOC/I€A0BATEJBLHOCTD | HHTPOH | KOOPAMHATA BapPUAHT (Tun BapPUAHT IIaTorennocru
dhopma B pedepeHcHOIT HACJICJOBAHUSA)
cOopke reHoma
YyeJl0BeKAa
GRCh37/hg19
1. IBBD COL7A1 | NM _000094.3 27 chr3:48623653 ¢.3577delG TFomosurora p-A1193fs*72 Brg?
reHepain30BaHHbIN (ayTocomHo- }
peuecCUBHBIN JIOMHUHAHTHBIH,
Annono-CumeHca ayTOCOMHO-
PCIeCCHBHBIN)
2. ABBD COL7A1 | NM _000094.3 27 chr3:48623653 ¢.3577delG T'omozurora p-A1193fs*72 Brg?
reHepain30BaHHbIN (ayTocomHo-
peLeCCUBHbBIN JIOMHUHAHTHBIH,
Annono-CumeHca ayTOCOMHO-
PEIeCCHBHBIN)
3. ABBD COL7A1 | NM_000094.3 111 48604152 c.8245G>A I'omosuroTa p-G2749R I8!
reHepain30BaHHbIN (ayTocomHo- }
peuecCUBHBIN JIOMMHAHTHBIM,
Annono-CumeHca ayTOCOMHO-
PEIEeCCHBHBIN)
KRTS NM_000424.3 5 c.1054C>T I'ereposurora p.-R352C I1s!
52911412 (ayrocomo-
JOMMHAHTHBIH,
ayTOCOMHO-
PCIeCCHBHBIN)
4 I1IBBD KRT5 NM_000424.3 5 c.983A>G T'ereposurora p.D328G Bng?
reHepain30BaHHbIN (ayTocomHo-
Ké6nepa chr12:52911483 JIOMUHAHTHBIH,
ayTOCOMHO-
PEIeCCHBHBIN)
EXPH5 | NM 015065.2 6 c.2180C> A T'ereposurora p-P727H Bus®
chr11:108384054 (ayTocomHo-
PEIeCCHBHBIN)
5. ABBD COL7A1 | ENST0000328333.8 27 chr3:2.48623654del ¢.3577del T'omozurora p.A1193LeufsTer72 | Bng?
reHepaan30BaHHbIN (ayTocomHo- }
peuecCUBHBIN JIOMHUHAHTHBIH,
ayTOCOMHO-

Annomno-CrmeHca

PEIeCCHBHBIN)
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6. IBED COL7A1 | NM_000094.3 8 chr3:48629817 c.1054_1060d TFomosurora p-G352fs*5 Bus’
TCHEPaJTN30BaHHBIN elGGTGCCA (ayTocomHo-
peLecCUBHBIN JIOMUHAHTHBIH,
Amnono-CumeHca ayTOCOMHO-
PCIeCCHBHBIN)
LAMC2 | NM _005562.2 5 chr1:183190055 c.599C>A I'ereposurora p-A200E Bus®
(ayTocomHO-
PEIeCCHBHBIN)
7. ABBD COL7A1 | NM_000094.3 27 48623653 ¢.3577del I'omosuroTa p-A1193L1fs*72 Bus’
TCHEPaJTN30BAHHBIN (ayTocomHo-
peuecCUBHBIN JIOMUHAHTHBIH,
Amnono-CumeHca ayTOCOMHO-
PEIeCCHBHBIN)
8. IBBD COL7A1 | NM_000094.3 108 48605051 ¢.8002G>C TFomosurora p-G2668R Bus’
TCHEPaJTN30BaHHBIN (ayTocomHo-
peuecCUBHBIN JIOMUHAHTHBIH,
Amnono-CumeHca ayTOCOMHO-
PEIeCCHBHBIN)
9. ABBD COL7A1 | NM_000094.3 108 48605051 ¢.8002G>C TFomosurora p-G2668R Bus’
TCHEPaJTN30BaHHBIN (ayTocomHo-
peuecCUBHBIN JIOMUHAHTHBIH,
Amnono-CumeHca ayTOCOMHO-
PEIeCCHBHBIN)
10. IBBD COL7A1 | ENST00000328333.8 | 27 chr3:2.48623654del ¢.3577del TFomosurora p.A1193LeufsTer72 | Bus?
TCHEPaJTN30BaHHBIN (ayTocomHo-
peuecCUBHBIN JIOMUHAHTHBIH,
Amnono-CumeHca ayTOCOMHO-
PCIeCCHBHBIN)
11. IBBED COL7A1 | NM_000094.3 36 48621756 c.4172dup T'omo3urora p-AG1392Rfa*10 I1s!
TCHEPaJTN30BaHHBIN (ayTocomHo-
peuecCUBHBIN JIOMUHAHTHBIH,
Amnono-CumeHca ayTOCOMHO-
PEIeCCHBHBIN)
12.ITpBBED LAMB3 | NM_0000228.2 14 209798999 209799000 | ¢.1969 1970dup | I'omozurora p.L658P{s*50 Bus’
JIOKAITN30BAHHBIN HE- FOMO3HIOTa (ayTocomHo-
PCIEeCCHBHBIN)

Xepnurua

'marorenHble BapuaHThl, >BEpPOSTHO MATOTEHHBIE BAPUAHTHI, ‘BApHAHTHI HEONPEJIENEHHOTO 3Hauenus [158].




69

[lo pannbiM Tabmumel 9, y mnepBoro mnamuenta A.M.M. (09.06.2008 ron
POXJIEHUSI, TIOJ MYXKCKOW) OBbUI TpOBEAEH TMOUCK TMAaTOTEHHBIX  MYTalluH,
ACCOIMUPOBAHHBIX €  OYJIE3HBIM  SIUJEPMOIU3OM, a TaKkKe C JPYTUMH
HACIIEJICTBEHHBIMU 3a00JI€BaHUSIMU CO CXOJHBIMU (DEHOTHUIMUYECKUMU TPOSIBICHUSIMHU.
Brisisnena nenenusa (¢.3577delG) B 27 »sk3onHe reHa COL7Al B TroMO3uUroTHOM
COCTOSIHMM, TPUBOISIIAS K CABUTY PaMKU CUYUThIBaHUs, HauuHas ¢ 1193 komona.
['myOuna mpouteHust (KOJIUMYECTBO HE3aBUCHUMBIX MPOUTEHHH YyyacTka TeHOMa,
COJIeprKalllero MyTalluio) cocTtaBisieT 67. B pedynbpraTe aHanuza 6a3bl JaHHBIX Human
Gene Mutation Database Professional (HGMD professional), Bo3nelictBue 3toi
MyTallul Ha TUN HachenoBanus BBD, kinHuyeckue mnposiBieHUs, QyHKIIMOHATBHYIO
MOJTHOIIEHHOCTh CTPYKTYPHOro OejKka, 4acTOTY MHUHOPHOTO ajiesis (HeT JAaHHBIX IO
ATON MyTaluu B 0a3axX JaHHBIX CEKBEHUPOBAHUS 370pPOBBIX 100poBoiibieB «1000
reHomoB» (1000G), Exome Aggregation Consortium (ExAc, BeiOopka 6omee 60 000
yesnoBek) u Genome Aggregation Database (gnomAD, BweiOopka Oomnee 138 000
yesioBek)) [13], SBOMIOIMOHHYI0 KOHCEPBATUBHOCTh MO3UIIMU KIACCU(DUIIMPOBAHO Kak
«BEPOSITHO MaTOreHHbIN BapuanT» (Tabnuua 9).

Mytanuu B r1eHe COL7A1l B TromMo/KOMMIAayHAre€TEpO3UTOTHOM UM B
TFE€TEPO3UTOTHOM COCTOSIHUSIX OINKCAaHbl Yy MAlMEHTOB C OYJUIE3HBIM SIUJIEPMOIU30M
nuctpopuyeckuM, ayrocoMHo-qomMuHanTHbIM (Epidermolysis bullosa dystrophica, AD;
MIM# 131750), c¢ Oymi€3HBIM HHOUAECPMOIU3OM JTUCTPOPUUECKUM, ayTOCOMHO-
peueccuBHbiM (Epidermolysis bullosa dystrophica, AR; MIM# 226600), wuyTto
MpenoiiaraeT JOMUHAHTHBIA WJIM PEIECCUBHBIN THUIBI HaclieloBaHUs. BapuaHThl He
3apEeTUCTPUPOBAHBl B KOHTPOJBHBIX BBIOOpKaAX M HE YINOMHHAIOTCS B HAy4YHOMU
nureparype. JHK-uccnenoBanme mo3Bonuno caenate 3akimwouenne o JIBBD y
nalnueHTa, HO He wuiaeHtupuuupyer dopmy HacinenoBanus. [ yTOUHEHHUsS TuUIA
HacleJOBaHUs U KIIMHUYECKOM (POPMBI MBI MPOBENU aHAIN3 MAaHU(ECTHBIX MPOSIBICHUM
3a007€BaHMs, COMYTCTBYIOIIEH TATOJOTMU, CEMEHHOrOo aHamMHe3a W aHamHe3a
3aboneBanusi. Pogurenu pebeHka HaxOASTCA B OJU3KOPOJCTBEHHOM Opake, 3110pPOBHI,
CEeMEUHbBIN aHaMHe3 He OTATONIEH. B mepBbie CyTKH MOCHe POXKICHHS Ha KOXKe peOeHKa

OoOHapy»EeHbl HaNpsKEHHbIE NYy3bIpM M 3po3ud. Ha MOMEHT ocMoTpa mMoOpa)KeH
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MPAKTUYECKA BECh KOXHBIA MOKPOB, 32 MCKIIOUYEHUEM BOJIOCHCTOM YacTH TOJIOBBI U
JWIa, TOTaJdbHasi aHuxwus, HHACKC Tsbkecth BEBS - 75,5, Manpuuk crpagaer
CONYTCTBYIOIIEW TMATOJOTUEN: JUCCOMHUS, THUIEPMETPOIHs, CTEHO3 MHIIEBOJA,
TsoKEnasi OeNKOBO-3HEpreTuueckass HelnocTtaroyHocTh z-score UMT — 4,92 na done
OCHOBHOTO 3a0oJieBanus, Aepunut Butamuna D, xene3oaedurnutaas anemus, 1.1, 2.1 —
Kapuec JeHTUHA, IUCPYHKIUS OWIMAPHOTO TpakTa, IOBEHWIbHbIA C-00pa3HbIil
MIPABOCTOPOHHUM TpynHOU ckanuo3 I crenenu, GyHKIMOHATILHOE YKOPOUYEHUE MPABOM
HIKHEW KOHEYHOCTH, SKBUHYCHAas Jeopmaiiust pyOiioBas jgeBoi cromnbl. Ha ocHoBaHuM
MHTEPOPETALNN TECHETUYECKUX MYTalldi, KIMHAYECKOM KApPTUHBI M aHaMHEe3a
BBICTABJICH KJIIMHUYECKUN IMATHO3: TEHEPATN30BAHHBIN PEIIECCUBHBIN AUCTPOPUUECKUA
BBED Amnono-CumeHnca.

VY mamumenta A.A.FO. (06.11.2007 rox poxaeHus, MOJ >KEHCKUM) MOJI BTOPHIM
HOMepoM BhisiBiieHa Aenenus (¢.3577delG) B 27 s3x3ome rena COL7A1 B roMO3UTOTHOM
COCTOSIHWM, NPUBOJAIIMN K CIABUTY PaMKW CUUTBIBaHUA, HaunHasg ¢ 1193 komona.
['my6una npourenust coctapiget 76. O yacToTe MUHOPHOTO aJlielisl HET JIaHHBIX B 0azax
JTaHHBIX 1000G, ExAc u gnomAD. Myrauun B 9TOM  TI€HE B
FOMOKOMIAYHJTE€TEPO3UTOTHOM HWJIM TE€TEPO3UTOTHOM COCTOSIHHSIX —IPEIOaraet
JTOMUHAHTHBIM M PEIIECCUBHBIN TUII HacieqoBaHus aucTpoduueckoro BBD. Bapuant He
3apEeTUCTPUPOBAH B KOHTPOJBHBIX BBIOOpPKAX © HE YIOMHUHAETCS B HAy4YHOU
nuTepaType. Tak Kak BbISIBICHHBIN BapUaHT HAPYIIAET CUHTE3 MOJTHOPYHKIIMOHAIBHOTO
OeJika, ero clielyeT paclieHUBATh KaK BEPOSTHO MATOTCHHBIM, KOTOPBIM MOXET UMETh
oTHollleHHe K (eHoTuny mnanuenta. [ns wuaeHTudukanuum cyOTHUNAa HEOOXOIUMBI
JNOTNOJIHUTENIbHBIE ~ JaHHble.  PomuTenu  HEBOYKM  340pOBBI,  COCTOAT B
0JIM3KOpOACTBEHHOM Opake. Co CTOpOHBI MaTtepu M OTIa Mpabadyiika umena AeTe ¢
BED. B ceMbe 3TO deTBepThIli peOCHOK: MepBas OEPEMEHHOCTh — 3JI0POBBI PEOCHOK,
BTOopor ¢ BBD mpoxwun 11 guei, tperunit takxke ¢ BbD ymep B Bo3pactre 13 ner.
KoxHbIll TIporiecc HOCUT pacnpOCTPAHEHHBIM, CAMMETPUYHBINA XapakTep, MPEICTABICH
MATHAMH, IY3bIPIMH C  CEPO3HO-TEMOPPArM4eCKUM  COACPKHUMBIM, 3PO3UBHO-
S3BEHHBIMU  DJIEMEHTaMM, pyOllamMu, MUIMyMaMH, KOpPOYKaMH H 4YellyHKamu,

JIOKaJIM30BaHHBIMU B 00JIACTH JIMIIA, TYJIOBHINA, KOHEUHOCTEH. BolbHYI0 OecroKOuT
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CUWJIBHBIN 3ya U OOJE3HEHHOCTh B odarax nopaxkenusi. KonTpaktypa KucTed u cTom ¢
YaCTUYHOM TICEBIOCUHJIAKTUINEH W TOTalbHOM aHoHuxXed. Ha ciausucTtoil o0osouke
MOJIOCTH pTa OoJie3HEHHbIe Aa(Thl. YCTAaHOBJIEHA COMYTCTBYIOIIAs MATOJIOTHUS:
xernezoaeuInTHas aHeMus, JTACKEHU3HS KETYEBBIBOSIIUX myTeH,
renaToCIyICHOMEranusi, TUMOBUTaMUHO3 D, Tskénas  OelIKOBO-dHEpreTHuecKas
HEJIOCTATOYHOCTh Ha ()OHE OCHOBHOIO 3a0oJieBaHUs, AedopMaliusl YIIHOW PAKOBUHBI C
00erX CTOpPOH, CIOXHBIM TUNEPMETPONMUYECKUM acCTUTMaTU3M, HE3HAYUTEIbHbIC
MIPU3HAKU HAPYLIECHUS PETYISIUUA COCYIUCTOTO TOHyca 0boux a3, 1.6 — obocTpenue
XPOHUUYECKOTO (PUOPO3HOTO MmyJbnuTa, 2.6, 2.2 — XpoHU4ecKuil (UOPO3HBINA MYJIBIIUT,
1.2, 2.4, 2.5 — xapuec neHtuHa riyOokuil. OOImIiee COCTOSIHUE OILICHUBAETCS Kak
TsDKEIoe, BUpMHMHTEMCKMI HWHIEKC TsKecTh — 65,5 OamnoB. JlaHHbIe OCMOTpa,
aHaMHe3a U pe3yJIbTaThl 00CIEAOBAaHUN MO3BOJISIIOT BHICTABUTH KIMHUUECKUN JUATHO3:
reHepaIn30BaHHBIN perieccuBHbIN nuctpoduueckuit BB Amnono-Cumenca.

Y t1perbero mno cnucky (Tabmuma 9) mammenta A.M.A. (01.08.2016 ron
POXKJIEHUS, TOJ MYKCKOW) OBUIM HCCIEIOBAaHbl TapreTHble 00JIaCTH KIMHUYECKOTO
sk30Ma uvenoBeka (manenb IRN 08247536001). B sx3one 111 rena COL7A1 (OMIM
120120) BbisiBAeH MNaTOreHHbIM BapuaHT c.8245G>A B TOMO3UTOTHOM COCTOSIHUH,
MPUBOASIIMNA K AMUHOKUCIOTHOMY BapuaHTy p.G2749R. Hactora MUHOpPHOTO amiens
cornacHo 0aze gnomAD coctaBnser 0,0014%. IlatoreHHbIil BApUaHT OMUCAH paHEE Y
MalKUeHTOB ¢ JaucTtpoduueckuM Oyne3nsiM snujaepmoiuizoMm [93]. CormacHo B 0aze
nanabix OMIM, myrtanmn B rene COL7A1 onmcaHbl y MAalMEHTOB C Pa3IUYHBIMHU
TUnamMu OyJUIE3HOTO AMUIAECPMOIIN3A, HACIEAYEMBIMHU MO0 ayTOCOMHO-JOMUHAHTHOMY M
ayTocoMHoO-peneccuBHomy tuity (OMIM 226600, 126000, 131750, 604129, 131850). B
cooTBeTcTBUM ¢ 0azoi qaHHeIXx HGMD professional MyTanus siBiissieTcs MaTOreHHOM.

B »sk3one 05 rena KRTS5 (OMIM 148040) storo ke mamueHTa BBISBICH
natoreHHbli BapuaHT €.1054C>T B reTepo3UrOTHOM COCTOSIHUM, TPUBOIAIIUNA K
aMUHOKHCIOTHOMY BapuaHty p.R352C. IlatoreHHblii BapwaHT ONHMCaH paHee Yy
MalKUEeHTOB C MPOCThIM Oyiui€3HbIM snuaepmonn3oM [174]. CormacHo 0aze AaHHBIX
OMIM, wmytanuu B rene KRTS omucanbl y HanueHTOB € Pa3IMYHBIMUA THUIIAMU

OyJUIE3HOTO  SIUAEPMOJIN3A, HACIEIyeMbIMHM IO ayTOCOMHO-JIOMHUHAaHTHOMY U
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ayTocoMHo-peneccusHomy tuny (OMIM 131760, 131900, 131800, 131960, 601001) u
oone3npto Dowling-Degos, tun 1 (OMIM 179850), Haciegyemoil MmoayTOCOMHO-
noMuHaHTHOMY Tumy. Yacrora amiens - 0,0039%, HyKI€OTHIHO-aMUHOKHCIOTHBIN
BAPHUAHT OLICHEH KaK MaTOTEHHBIM.

Takum 00pa3oM y TpPEThEro TMalMEHTa BbIABICH MATOICHHBI BapuaHT
2.48604152C>T B romo3urotHom coctosinnu B rene COL7A1 u maroreHHslil BapuaHT
2.52911412G>A B rerepo3urotHom coctosiuuu B rene KRTS.

Jns Bepudukauun kiauHudecko (opmbr BBD nanHomy namueHnty TpeOyercs
coOpaTh TIIATEIbHbIN aHaMHE3 U 00cien0BaTh opraubl U cucreMbl. Tak, BEBS y Hero
cooTBeTCTBYeT 38,25 Gasiam, BBISIBIIEH MAHHYC POTOBUIIBI, CMEIIAHHBIA aCTUTMAaTU3M,
MPU3HAKU HAPYLIEHUS] PETYJSIUUA COCYJUCTOTO TOHyca 0OOUX IJa3, 000CTpeHHe
XPOHUYECKOTO aJICHOMJNTA, NPU3HAKU TE€NaTOCINICHOMETralnuu, KOMIIEHCUPOBAaHHAs
dbopmMa XpOHUYECKHX 3aloOpoOB, CTEHO3 BEpXHEH TpPeTH TMHUILEBOJAa, OOOCTpEeHUE
XPOHUYECKOTO afeHouauTa, 6.4, 7.5 kapuec JeHTHUHA, OTJIOKEHUs (HApOCThI) Ha 3y0ax,
BTOpUYHAs YacTUYHas aJeHTHus, adTbhl CIU3UCTOM OOOJIOYKH TIOJOCTH pTa,
HEIOCTAaTOYHOCTh BHUTaMMHA D. KoOXHBI Tmponecc HOCUT pPacnpOCTPAHEHHBIA W
CUMMETPUYHBINA XapaKTep, MPEICTaBICH OYyIIE3HO-3PO3UBHBIMU 3JIEMEHTaAMU, MSITKUMHU
pyO11amMu, ¢ BOBJICUCHHEM JIMIA, BOJOCUCTON YaCcTH TOJOBBI, TYJOBUILA, KOHEYHOCTEM,
JTaJOHEN ¥ MOAOUIB ¢ TOTanbHOU aHOHUXHEH. CyOBEeKTUBHO - OOJE3HEHHOCTh U 3Y/I.
Ponurenun wManbunMka 370pOBbI, HE HaXOJATCs B OJU3KOPOJCTBEHHOM Opake.
HacneacTBeHHOCTh OTATOLIEHA: JABOIOPOJHASL CECTpa MaTEpU U €€ peOeHOK CTpajaroT
BbD. Manudecranus 3a00neBaHusi C POXKIACHUS B BHUJAE IMY3BIPHBIX M 3PO3UBHBIX
s duopecuennuii.  [lomydeHHble  J[aHHBIE  MO3BOJISIIOT  BBICTABUTH  JIMATHO3
reHepain30BaHHOTO periecCuBHOTrO aucTpodudeckoro BbED Amnono-Cumenca.

VY uerBeproro nanuenta A.P.A. (25.06.2013 roa poxkaeHusi, moja My>KCKOM) ObLI
MPOBEJIEH TMOWUCK TMAaTOr€HHBIX MYTalldid, AaCCOLMUPOBAHHBIX C  OYyJUIE3HBIM
AMUEPMOIIN30M, a TAKXKE C IPYTUMH HACIEICTBEHHBIMU 3a00JIEBAHUSAMU CO CXOAHBIMU
(heHOTUNTHYECKUMHU MPOSIBIICHUSIMHU. BrisiBnen BApUAHT HYKJICOTUTHOM
MocJIeq0BaTeNbHOCTH B 5 3K30He reHa KRTS B rerepo3uroTHoOM COCTOSHUH,

MPUBOJIAIIMNA K 3aMEHE aMUHOKUCIOTHI B 328 mo3unuu Oenka. KoopauHatel MmyTanuu
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chr12:52911483 ykazaHbl B COOTBETCTBUM C pedepeHCHON cOOpKOW reHoMa yeaoBeKa
GRCh37/hgl9 (upentudukarop myraumu B dbSN 1s57142010). IlomynsimuoHHas
4acTOTa BBISBJICHHOTO BapuaHTa MyTalldd HE OINKcaHa B BBIOOPKAX 370pPOBBIX
noOpoBogbLeB mpoekToB «1000 renomoB», Exome Aggregation Consortium u Genome
Aggregation Database. I'nyOuna npoutrenust — 127 He3aBUCHUMBIX MPOYTEHUN ydyacTKa
reHoma, cojepikaiiero Myrauuto. M3ydeHsl 0a3bl JaHHBIX OOJie3HEH M KIMHUYECKOU
sHaunmocTtu Mmytanuii: OMIM, ClinVar, HGMD. Tak, myrauuu B rene KRTS5 B
rOMO/KOMITayH/IF€TEPO3UTOTHOM U T€TEPO3UTOTHOM COCTOSHUSIX OMKCAaHBI y MAIUEHTOB
C OpocThIM OyJE3HBIM snuaepmonn3oMm, Tunom Bebepa-Kokkeitna (Epidermolysis
bullosa simplex, WeberCockayne type; MIM# 131800), mnpocThiM OyI€3HBIM
snuaepmonu3oM, mnoarunoMm Jloynunra-Meaper (Epidermolysis bullosa simplex,
Dowling-Meara type; MIM# 131760), npocTbiM OyJUIE3HBIM 3MUAECPMOJIU3OM,
noarunom Ké6uepa (Epidermolysis bullosa simplex, Koebner type; MIM# 131900),
npocThiM Oyié3HbIM snusiepMonn3zoM (Epidermolysis bullosa simplex-MCR; MIM#
609352), mpocteiMm Oymn€3nbiM snuaepmonuszoMm (Epidermolysis bullosa simplex-MP;
MIM# 131960), aro mpeamonaraeT JOMUHAHTHBIM THUIT HACJIEIOBAHUSA, U C MPOCTHIM
Oynné3npiM  anuaepmonin3oM, peneccuBHbiM 1 (Epidermolysis bullosa simplex,
recessive 1; MIM# 601001), daro mpenmosaraer pelneCcCUBHBIA THIT HACJIEIOBaHMUS.
Bapuant He 3apeructpupoBaH B KOHTPOJIbHON BbIOOpKE. BapuaHT ynomuHaercs: B
Hay4yHOU nuteparype [125], rie Ha3BaH BEpOSITHON MPUYMHON pa3BUTHS 3a00J€BaHMUS.
ANTOpUTMBI  TIpEJICKa3aHMsI TMATOTEHHOCTU PACIEHUBAIOT JaHHBIA BapUaHT Kak
«BepositHO matoreHHsii» (Polyphen2, SIFT, MutationTaster, PROVEAN). Tak kak
BBISIBJICHHBIN BapuaHT HapyIlIaeT CUHTE3 MOJHO(YHKIIMOHAIBHOTO OeliKa, ero CIeayeT
pacleHHBAaTh KaK BEPOSITHO MATOTEHHBIA BapUaHT, KOTOPHIA MOXKET UMETh OTHOILIIEHUE K
(eHOTHNY MalKeHTa.

VY naHHOTO XK€ MalreHTa BBISBJIEH BAPUAHT HYKJICOTUITHON MOCIIEI0BATEIHLHOCTH
B 6 nk30He reHa EXPHS B rerepo3uroTHoM COCTOSHWM, NPUBOISAIIAN K 3aMEHE
aMUHOKUCHOTHl B 727 mo3unuu Oenka. [lomoxkenue B renome - chrll:108384054
(upentuduxarop mytanuu B dbSN rs201103369). ['myOuna npoutenust — 73. Yactora

MHWHOPHOT'O aJlJICIISI TAKIKC HC OIIMCAaHAa B BBIIICYKA3aHHBIX 0azax JaHHBIX. MYTaHI/II/I B
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rene EXPHS B romo- 1 KoMnayHAreTepo3uroTHOM COCTOSIHUM ONMUCAHbl Y MALIMEHTOB C
OyJIIE3HBIM AMUIEPMOTU30M, HecneupUIecKuM, ayTOCOMHO-PEIECCUBHBIM
(Epidermolysis bullosa, nonspecific, autosomal recessive; MIM# 615028), uTo
MpeNoJiaraeT pPereCCUBHBIM THUIl HacieloBaHUsA. BapuaHT He 3aperucTpupoBaH B
eBponeickoil momnynsiuu. BapuaHT He ymoOMUHAaeTCss B Hay4yHOW JIUTEpaTrype.
ANTOpUTMBI  TIpEJICKa3aHMsl TMATOTEHHOCTU PACIEHUBAIOT JaHHBIA BapUaHT Kak
«BepositHo natorensslity  (Polyphen2, SIFT, PROVEAN) wu «HeHTpanbHBII»
(MutationTaster). Tak kak BTOpoi MyTallud B JAHHOM T'€HE HE ObLIO OOHApYKEHO,
BBISIBJICHHBIN BaApUAHT CJIEAYET PACIICHUBATh KaK BAPUAHT C HEM3BECTHOW KIMHUYECKOU
3HAYMMOCTBIO0, KOTOPBIM MOXKET MUMETh OTHONIIEHHWE K (PEHOTHUIly Mal[MeHTa B cliydyae
MOJTYYEHHUSI TOTIOTHUTEIbHBIX OATBEPKAAIONTUX TaHHBIX.

JlonoJIHUTENbHBIE JaHHBIE U3YUYEHBI MIPU OCMOTPE, KIMHUYECKOM 00CIJIeI0BaHUU
O0onbHOrO, coope anamuesza. KoXXHBIM mMporecc MpeCcTaBieH My3bIpsSMU C TJIOTHOM
MOKPBIIIKON, 3pO3USIMU M JIOKAJIM30BAaH HAa KHUCTAX, CTOMAX, BEPXHUX W HUKHUX
KOHEUHOCTSX, CKJIaJKax Koxu. Opranbl U CUCTEMBI B IIpollecC HE BOBIeUeHbI. HEKC
Tskectd BEBS — 4,5, UaTepnperanus UMEIOIMXCS MaTeEpPUaAIoOB MO3BOJIMIA BEICTABUTH
kimHrYeckui nuaraos [IBBD, renepanuzoBannsiii KEOHEpa.

VY nsroro manueHTta B Tabnuie 9 oOHapyKeH paHee HE ONMMCAaHHBIM BapuUaHT B
TOMO3UTOTHOM cOCTOsSIHUM B 3k30Me 27 (u3118) rena COL7A1, npuBoasimuii K CABUTY
paMKu cuuThiBaHus. [laTorenHbie BapuaHThl B 3TOM T'€HE MOTYT MPUBOJIUTH K PA3BUTHUIO
JOMUHAHTHBIX U perneccuBHbIX (opm BBD. OOHapyxkeHHbII BapyaHT OTCYTCTBYET B
0a3e gaHHBIX nMonyJAUHOHHBIX yacToT gnomAD (The genome Aggregation Database), ¢
BBICOKOW BEPOSTHOCTBIO MPUBOAUT K MOTepe (DYHKIIMU COOTBETCTBYIOIIECH KOMUU TeHA.
Takxe B pe3ysibTarax OMOMH(DOPMATUUECKOTO aHajdu3a JIaHHbIX cekBeHupoBanus JJHK
yKa3aHO, YTO MATOr€HHbIE BApUAHTBI 3TOTO T'€HA MOTYT MPUBOJIUTH K 3yASIIEMY
OyJUIe3HOMY  BNUAEPMOJIHN3Y, HPETHOHATBHOMY  OYyJIJIE3HOMY  3IUIAEPMOJIU3Y,
M30JIMPOBAHHOW  AUCTpOoPUU  HOrTEe HA  HOrax, TPAH3UTOPHOMY  OyIE3y
HOBOPOXKJICHHBIX. Pe3ylbTaThl CEKBEHUPOBAHUS HSK30Ma Mbl HUHTEPIPETUPOBAIUA B
KOHTEKCTE€ KJIMHUYECKOM KapTHHBI, CEMEWHOW UCTOpPUM TalMEeHTa U JAPYTrux

1a00paTOPHO-UHCTPYMEHTAIBHBIX JaHHBIX. [IposBieHue 3a0oseBaHusi HaOII01AIOCH C
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POXKJIEHUS B BUJIE MHOXECTBEHHBIX OYJINIE3HBIX AyIeMeHTOB. [lanueHT xkamyercs Ha 3y]
KOXH, 3aTpyAHEHHE TIJIOTaHus NHUIIM. HacnencTBeHHOCTh HE OTArolieHa, Opak
poauTenel OIU3KOPOJCTBEHHBIN (TPOIOPOAHBIE POJACTBEHHUKH). B maToiormyeckuii
npoiiecc BoBiieueHO okoyio 80% MOBEPXHOCTH KOXKH, dPDIOPECIHEHIINH MPE/ICTABICHBI
My3bIPSIMH, HPO3USIMH, pyOllamu u Mminmymamu. Ha pykax KOHTpakTypa KHUCTEH, Ha
HOTax IOJIHAs MCEBAOCHHIAKTHINA 00eux cToll. B mojoctu pra oOIMpHBIE 3PO3UH,
y3[ledKa s3bIKa CpalleHa U S3bIK HENOJBM)KEH, OTMEYAeTCs MHKPOCTOMUS U
MHOKECTBEHHBIN OCIIO)KHEHHBIN Kapuec 3y0OB; SKTPOINUOH JABYCTOPOHHUM; aHOHUXUS
TOTaJIbHAsl. YCTaHOBJEHA TsDKENas XPOHHUYECKAash HEIOCTaTOYHOCTh MHUTAHHUS U
NPU3HAKKM HENEPEHOCHUMOCTH TIUIIOT€Ha, ciiadas TUIEepPMETPONus, aHU30METPONUS.
[TonydenHasi KIMHUYECKU 3HauyMMas WUHGOpPMAIUs IMO3BOJIMIA OIICHUTH BbISBICHHBIM
Bapuant wu3MmeHenus JIHK, Tpanckpunta m Oenka u ycTtaHoBUTH (eHoTun BbO:
reHepaIn30BaHHBIN perieccuBHbIN quctpoduueckuit BB Amnono-Cumenca.

[lectoit manment b.M.O. (10.04.2001 ronma poxaeHus, noa Myxckoit) ¢ BbD
ObL1 00Ce0BaH HAa MPEIMET MAaTOr€HHBIX MYTAllMi, ACCOUMUPOBAHHBIX C OYJIIE3HBIM
AMUAEPMOIU30M, a TAKKE C APYTMMHU HACIEACTBEHHBIMH 3a00JIEBAaHUSMHU CO CXOJAHBIMU
(dbenorunuueckumu nposiBiaeHusMu. Beisipinena aenenus (¢.1054 1060delGGTGCCA) B
8 sk30He reHa COL7Al B roMO3MIrOTHOM COCTOSIHUM, MPUBOJAIIAS K CIBUTY PAMKH
CUMTBIBaHMS, HaUnMHasA ¢ 352 kogoHa. [11yOrHa npodTeHus cocTaBisieT 23 HE3aBUCUMBIX
IIPOYTEHUN MATOTEHHOro ywacTtka reHoma. Myranmn B reHe COL7Al B
rOMO/KOMITAYHAT€TEPO3UTOTHOM MM B TETEPO3ZUTOTHOM COCTOSIHUSIX OIHUCAHBbI Y
NAlMEHTOB ¢  OyJUIE3HBIM  SMUJEPMOJIU30M  JUCTPOPUUECKUM,  ayTOCOMHO-
nomuHanTHbIM (Epidermolysis bullosa dystrophica, AD; MIM# 131750), ¢ 6ynné3asim
AMUAECPMOIN30M AucTpoduuecknm, ayrocomHo-penieccuBHbIM (Epidermolysis bullosa
dystrophica, AR; MIM# 226600), uto npeamnoyiaraeT JOMUHAHTHBIA WU PELIECCUBHBIN
TUTIBl HAclieIOBaHMs. BapuaHT He 3aperucTpupoBaH B KOHTPOJBHBIX BBIOOpKAaxX U HE
YIIOMUHAETCS B HAy4YHOM JuTepaType. AJIFOPUTMBI MpeACcKa3aHUsl MaTOT€HHOCTH B
JAHHOM CJydyae HenpuMeHUMbl. Tak Kak BBISIBJCHHBIM BapuUaHT HApyIIaeT CHUHTE3
NOJIHO()YHKIIMOHAJILHOTO O€JIKa, ero CJIeIyeT paclieHHBaTh KaK BEPOATHO MATOTE€HHBIN

BAPUAHT, KOTOPBIA MOXKET UMETh OTHOIIEHHE K ()EHOTHUITY MalMeHTA.
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VY Hero Tak)ke BBISIBJICH BaApUAHT HYKJICOTHAHOM MOCIIEIOBATEIILHOCTH B 5 9K30HE
reHa LAMC?2 B reTep0o3uroTHoM COCTOSIHUM, MIPUBOMSIIINN K 3aMEHE AMUHOKHUCIIOTHI B
200 no3unuu O6enka. [lonoxenune B renome chrl:183190055 (uaenTuduxaTop MyTauu
B dbSN - r5138266625). Mytairuu B rene LAMC2 B romo- 1 KOMIIayHJAT€TEPO3UTOTHOM
COCTOSIHUM OMHCAHbl Yy TAaIlMeHTOB C MOTPAHUYHBIM OYJIE3HBIM SIHACPMOIU30M,
noarunom Xepnutua (Epidermolysis bullosa, junctional, Herlitz type; MIM#226700),
MOTPAHUYHBIM OYJIIE3HBIM AMUEepMOIn3oM, noarunom He-Xepautua (Epidermolysis
bullosa, junctional, non-Herlitz type; MIM# 226650), uto npeamnoyiiaraet peruecCUuBHbIN
THUII HacJeIOBaHMUSI. YacTorta BBISIBJICHHOTO BapUaHTa HYKJICOTUTHOM
MOCJIEA0BAaTEILHOCTH B KOHTpOJbHOUW BbIOOpKE Genome Aggregation Database
coctabisier 0,08%. BapuanT He ynmoMHHaeTcss B HAy4YHOU JUTEparype. AJITOPUTMBI
MpeCcKa3aHusl IaTOT€HHOCTH PAaCIICHUBAIOT JaHHBIN BapUAHT KaK «HEUTpanbHbl». Tak
KaKk BTOPOM MyTallud B JaHHOM Te€HE He ObLJI0 OOHApY’>KEHO, BBISIBIICHHBI BapUaHT
CIeIyeT pacleHUBATh KaK BapUaHT C HEW3BECTHOW KIMHUYECKON 3HAYMMOCTBIO.
[Tonydennsie pe3yabTaThl TPeOYIOT THIATEIBHOIO COMOCTABICHUSI C KIMHUYECKUMHU
MpU3HAKAaMU W aHajdu3a MPOUCXOXKACHUS MyTaluil (yHAcleIOBaHHBIM WM
nosiBUBILIUNCS de novo). Tak, ycTaHOBJIEHO, UTO Opak poAUTeNed OIM3KOPOICTBEHHBIMH,
HACJIEJICTBEHHOCTh HE OTATOIIEHA, MIPOSIBIICHUE My3bIpel KOXkKU ¢ poxeHus. XKamyercs
Ha HEBO3MOXXHOCTh HpHEMa TBEpPIOM NHIIM, €€ BBIHYXIEHHOE cpbiruBaHue. OoOiiee
COCTOSIHUE TSDKEJIOe, BBIPAXKEHHBIN Ie(UIUT MACChl TeJa, Tunojepma ciadbo passura. B
MpoLecc BOBIECUCHO 75% KOXKM C PACHpPOCTPAHEHHBIMH 3PO3UBHBIMU yYACTKaAMH,
reMOPpParuyeCKUMU KOpOYKaMH H 3KCKopuanusiMu. Clu3uctbie 000JOYKH — C
adpTo3HbIMU 3yieMeHTaMHu. OTMmedaeTcsi TYTONOJBMKHOCTL M OOJE3HEHHOCTh B
TOJICHOCTOIHBIX, KOJEHHBIX, JIOKTEBBIX, IISICTHO-(AJAHTOBBIX CYCTaBax 3a CU€T
KOHTPaKTyp. Y MallMeHTa BBISIBJIEHA HEMPOXOJMMOCTh MUIIEBOJA, TKENas OEIKOBO-
AHEpPreTUYecKasl HeJA0CTaTOUYHOCTh Z-score (pocT K Bo3pacty — 2,22, Z-score UMT —
4,77) Ha ¢doHE OCHOBHOIrO 3a00JieBaHUs, 3alopbl, aHEeMHus, TIyOOKud  aAeduuUT
BuTamMuHa D, renarocrjeHoMeraiusi, MHOXECTBEHHBIN OCIIOXKHEHHBIH Kapuec,
onedaput, nrepuruyM, IUcCTpodusi POroBUILI OOOUX TIJa3, YMEPEHHBbIE MPU3HAKU

YXyaAmi€Husls BCHO3HOI'O OTTOKA MW HAPYHICHUA PCTYJIALNUMKA COCYJUCTOr0O TOHYCA,
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HCKPUBJIEHUE TEPETOPOJKM HOCA, U3MEHEHHE KOXXU YIIHOW PAKOBUHBI, HAPYKHOTO
CIIyXOBOTI'0 MPOXO0/Ia U Mpe/iBepusi Hoca Ha (hoHEe OCHOBHOIO 3a0osieBanus. B pesynbprare
KIIMHUKO-1a00paTOpHOro 00CiIeNOBaHUSI M M3y4YeHUs aHaMHe3a BepUpUIMPOBAH
reHepaIn30BaHHBIN perieccuBHbIN quctpoduueckuit BB Amnono-Cumenca.

VY ceapmoro mamuenta K.A.P. (08.02.15 rox poxkaeHusi, mojl >KEHCKHUM) ObLIU
HCCIIEIOBAHbl TapreTHhie 00JaCTU KIMHUYECKOTO 3K30Ma 4esoBeka. B sk30He 27 rena
COL7A1 (OMIM 120120) BersBnena aenenus ¢.3577del B roMO3UTOTHOM COCTOSIHUH,
NPUBOJAIIAS K CABUTY pamMku cuuThiBaHus p.Al1193Lfs*72. Jlemeuust panee He
onucana. CormacHo 6aze nmanHbix OMIM, myraumu B reHe COL7Al onmcansl y
MalKUEHTOB C PAa3JIUYHBIMU TUMAMU OYJUIE3HOrO 3MUAEPMOJIN3A, HACIECIYEMBIMHU IO
ayTOCOMHO-JTOMUHAHTHOMY U ayTOCOMHO-perieccuBHomy Tuiy (OMIM 226600,
126000, 131750, 604129, 131850). BrisiBnena neneuus g.48623653del B romo3urornom
cocrosiiuu B reHe COL7A1. YacTtora MuHOpHOrO ayens B 6aze gnomAD He onucana.
Takum oOpa3oM, yCTaHOBIIEHA HYKJICOTHJIHAs 3aMeEHa, SIBISIONIAsCA BEPOATHOU
npuuuHOi 3aboneBanusi. Knunudeckue wuccinenoBanusi BoisiBUuan BEBS neBouxku B
nuamna3one 38,25 0annos, npu nopaxxkenuu 33,5% koxHoro mokpora. [Ipossiaenns BBD
C PpOXJIEHUS, CEMEUHBIN aHaMHe3 HE OTATOHIEH, POJUTEIU OOJBHOIO COCTOST B
O0M3KOpOACTBEHHOM Opake. Ha koxe TyJoBHINA U KOHEYHOCTEH MYy3bIPU C CEPO3HO-
reMOPPAruyecKuM COAEPKUMBIM, HPO3USIMH U MHOMXECTBEHHBIMH MACCUBHBIMU
CIOUCTBIMM KOpoukamu. Koka KHCTEH U CTON MOKphITa pyOllaMu U MUIUYMaMH,
HOI'TEl HET, a B MOJOCTH pTa 3p03uM U MUKpocToMus. COMyTCTBYIONIAs MATOJOTHUSA:
cyOoknuHuuecku runotupeo3, OU kepatut, ymepeHHas O€IKOBO-dHEpreThuecKas
nenocrarounocts (Z-score UMT — 0,79) nHa ¢doHe OCHOBHOro 3a00JIeBaHus,
xenezoneuiuTHas aHeMus, JUCPYHKIMS OWIMAPHOTO TpakTa, 3amopbl, ACPUIUAT
Butamuna D, 7.4, 8.4 — xpounueckuit puOpO3HBIN MynbOUT, 8.5 Kapuec AeHTUHA, 6.4
BTOPUYHBIN Kapuec JEHTHUHA, OTJIOXKEHUs (HapocThl) Ha 3y0ax, OrpaHUYEHHas
MOJABMKHOTH $I3bIKA, YMEPEHHBbIE TMPU3HAKU HAPYILIECHUS] PETYJSIIIUU COCYJIHUCTOrO
TOHyca 00OMX TIJIa3. KinHuKo-uHCTpyMEHTaNbHOE  O0CJIe0BaHUE TO3BOJIUIIO

UIEHTUPUIMPOBATH T€HEPAIM30BAHHbBIN peliecCUBHbBIN nuctpoduueckuit BB Annono-
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CumMmeHca, a pe3yJIbTaTbl MOJIEKYJSPHO-TEHETUYECKOTO HCCIIEIOBaHUs- MOJATBEPAUTH
T€HETUYECKYI0 TPUPOy 3a00JI€BaHMUS.

VY nanuentoB Ne§ M.A.M. (03.03.2018 roa poxieHus, moa >keHCKuil) u Ne9
M.U.M. (15.06.2008 ron poxxaeHusi, noi myxckoi) B Tabnuiie 7, siBastomuxcst Opatom
U CeCTpoll, ObLIM UCCIEOBAHbI TapreTHbIE O0JACTH KIMHUYECKOTO HK30Ma YeJIOBEKa
(manens IRN 08247536001). ¥V ob6oux B 3k30He 108 rena COL7A1 (OMIM 120120)
BBISIBJIEH MaTOreHHbIN BapuaHT ¢.8002G>C B TOMO3UTOTHOM COCTOSIHUM, TTPUBOISAIINN
K aMHHOKHCIOTHOMY BapuaHTy p.G2668R. AMHHOKHCIOTHBIM BapHaHT paHEE HE
onucad. CormacHo 6aze gaHHeix OMIM, myrtanum B rene COL7Al omnwmcanbsl y
MalKUEHTOB C PAa3JIUYHBIMU TUMAMU OYJUIE3HOrO 3MUAEPMOJIN3A, HACIECIYEMBIMHU IO
ayTOCOMHO-JOMUHAaHTHOMY M ayTOCOMHO-peneccuBHoMy tuny (OMIM 226600,
126000, 131750, 604129, 131850). Brisien natorennsiii Bapuant g.48605051C>G B
roMo3urotHom coctosiaun B reHe COL7A1, KOTOpblii OIIEHEH Kak BEPOSITHO
natoreHHbli. Bce HykieoTHaHble 3aMEHBbl TOATBEPKACHBI METOJAOM  MPSMOTO
aBTOMATHYECKOTO CEKBEHHpPOBaHUS. HeT gaHHBIX 0 4acTOTe MHUHOPHOIO ajijiens B Oaze
gnomAD. IlpeaBaputensHo Obul BepuduuupoBan ¢enotun BBD Ha ocHoBanuu
KIIMHUKU, JTA0OPAaTOPHBIX U UHCTPYMEHTAIBHBIX HccliefoBanuil. CeMeiHbIi aHaMHe3 Yy
JeTel He OTATONIEH, POAUTENHN 3A0POBbI U SABIISIIOTCS TPOIOPOAHBIMU POACTBEHHUKAMM.
VY o0oux mepBbi€ BBICHIIIAHUS BO3HUKIU MNpPU POXKACHUU. VHAEKC TAKECTH TEUEHUS
3a007€eBaHus Y JEBOYKHU — 35 0aiioB, a y Maibuuka — 72. MBI 3TO CBSI3BIBAEM C TEM,
YTO MJAaUIeMy peOeHKY CBOEBPEMEHHO OKa3blBajach KOMIUIEKCHAs MEIUKO-
npoduIaKTHUYEeCKasi OMOIb, a MPU POKIACHUU MEPBOTO POAUTENN HE UMENH OMbITA
yxoJla 3a mojo0HOM matosiorueil. TakuM oOpa3oM, KOMIUIEKCHBIN MOJIXOJ U paHHEe
HayajJo B OKa3aHUU MEAMIIMHCKOM MOMOIIM B JaHHOM cCliy4ae CIOCOOCTBOBAIIU
COXpPAHEHUIO CYIIECTBEHHO BBICOKOTO KadecTBa >KM3HHM y 3TOro peOEHKa, HEXKENIU Y
crapuiero (BEBS B nBa paza nmxke). Y neBouku B nporiecc BoBiaedeHo 44% koxu (90%
y Opara), HOTTH OTCYTCTBYIOT, OTMEUAETCSl CPAIlEHUE Y3JI€UKH SI3bIKa, MUKPOCTOMHUSI.
3yObl MHTAKTHBI, HMMEIOTCS MSIrKUe 3yOHble OTI0XeHUsl. COCTOsSIHUE MUTaHUS
COOTBETCTBYET BO3pacTy, HEIOCTATOYHOCTh BUTaMUHA D, HECTOHMKOE CyKEHUE

MUIIEBOa, KOMIICHCHpPOBaHHAas (opMa XpOHMYECKOTO 3amopa. ¥ Opara Ooliee TKENIo
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MPOTEKAET COMYTCTBYIOIIASl TMATOJOTHS: >Keie30AedUluTHAS aHeMUs, TIIyOOKHit
nedunur BuTamMuHa D, TshKEnas GEIKOBO-3HEPreTHYecKas HeI0CTaTouHOCTh (Z-score
BAZ — 3,54; SDS Beca — 5,75; BMI — 12,15 xr/m?) Ha ()oHE OCHOBHOIO 3a00JI€BaHUs,
JTUCKEHE3MsST JKEITYEBBIBOJAIINX TMyTeH, BTOPUYHBIE W3MEHEHUS MOKEIYyJOUHOM
KeJe3bl, TUIEPMETPONUs, MOBEPXHOCTHOE MOMYTHEHUE POTOBUIIbI, HE3HAUYUTEIIbHBIC
MPU3HAKA HApPYILIEHUS] PETyISUU COCYJUCTOrO0 TOHyca O0O0OMX TIJja3, Ha pyKax
KOHTPAaKTypbl M YacTHUYHAs TMCEBAOCUHAAKTWIINS, Ha (asaHrax cTom - MoJIHas
MICEeBJOCUHIAKTUIINSA, OTMEUAIOTCS TOTaJlbHAs AHOHUXMS, CpPAIllEHUE Y3JEYKH SI3bIKa,
MUKPOCTOMHMSI, 3alophl, OoJie3HEHHble aAedekanuu, 5.5 — Kapuo3Has MOJIOCTb
KOHTAKTHOW MOBEPXHOCTU. KIMHUKO-UHCTPYMEHTAIbHBIE UCCIEOBAHUS U BBISIBJICHHAS
3aMeHa HYKJICOTHJa U aMUHOKHCIIOTHI B T€HE MO3BOJSIOT UACHTU(PUIIUPOBATH (DEHOTUI
reHepaln30BaHHOTO periecCuBHOTO AucTpodudeckoro BbED Annono-Cumenca.

VY necstoro 6onbHOrO M.O.M. (01.08.2016 TOm poOXKIeHUS, TOJI KEHCKUN) B
Tabnune 9 oOHapyXeH paHee HE ONMUCAHHBIA BapUaHT B TOMO3UTOTHOM COCTOSIHUU B
sk3ome 27 (u3 118) renma COL7AIl, npuBoasmuii K CIBUTY pPaMKH CUYUTHIBAHMUS.
[TatoreHHble BapuaHThl B 3TOM I'€HE MOTYT MPUBOJUTH K Pa3BUTUIO JOMHUHAHTHBIX U
peueccuBHbiX (opm BBD, a Takke uzonupoBaHHOM IuUCTpodUM HOTTEM Ha HOrax,
TPAH3UTOPHOMY OYJIIE3Y HOBOPOXKIECHHBIX. OOHAPYKEHHBIM BapHaHT OTCYTCTBYET B
0a3e gaHHBIX MonyJAMOHHBIX yacToT gnomAD (The genome Aggregation Database), ¢
BBICOKOW BEPOSTHOCTBIO MPUBOAUT K MOTepe (DYHKIIMU COOTBETCTBYIOIICH KOMUU TeHA.
[T060YHO BBISBICHHBIX BAPUAHTOB B TE€HAX, PEKOMEHJOBAHHBIX K IPOBEPKE, HE
oOHapyxeHo. ['eHbl, peKOMEeHJ0BaHHbIE K OMONMH(OPMATUYECKOMY aHAIU3Y, OMPEIeIIsLI
F€HETUK MCXOJd H3 OOOCHOBAHHOTO HAaMM, IO pe3yjibTaTaM KIMHUYECKOTO M
1a00paTOPHO-UHCTPYMEHTAIBLHOTO U3yUeHUs 00ibHOTO, heHotuna BbD. JlanHbie 3THX
UCCIIEIOBAHUM OTpa)xaloT aHaMHE3, COCTOSIHME KOXKHU, OpraHoB U CHUCTeM. Tak,
YCTAHOBJICHO, 4YTO POJUTENIM COCTOSAT B OJIM3KOPOJCTBEHHOM Opake, 310pOBBI, Yy
JBOKOPOJHOM TETH CO CTOPOHBI MaTepu neBoUYka ¢ BBD ckoHuanack B Bo3pacre 8 ner. C
POXKJIEHUSI TOSBWINCH HPO3UBHBIE M MY3bIPHBIC BBICHIIAHUS O00JIACTH KHBOTA.
[Tatonornueckuit mpouecc oxBatuil 70% koxu (BEBS — 56 06amioB), HOrTeBbIe

IIaACTUHKHU OTCYTCTBYIOT, Ha CJIM3HUCTBIX 000J10YKaxX MOJOCTH pTa pCaAKHC 3PO3HUBHEIC
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s duopecuenimu. OTMmeyaeTcs TMEPUOAUYECKH PBOTA, TaK Kak 3aUKCUPOBAHBI
CTPUKTYPHBIE AHOMAJIMU NUILEBOAA, XPOHUYECKAS TKENIAsT HEAOCTATOYHOCTh TUTAHUS,
xenezoneduruTHas aHemusi, AUcyHKUUS OunuapHoro Tpakra, 6.4, 7.4, 7.5 —
XxpoHnueckud ¢ubpo3ubii mynenurt, 5.1, 6.1 — kapuec aentuHa, 8.1 — yacTuyHas
pe3opOuusa kopHia. Ha oOCHOBaHMM TOJYyYEHHBIX JaHHBIX BBICTABJIEH JIMArHO3
reHepain30BaHHOTO periecCuBHOTO AucTpodudeckoro BbD Annono-Cumenca.

VY onurnaanaroro marmenta 3.P.J1. (27.05.2006 rox poxXaeHus, MOJI )KEHCKU) C
KIIMHUYECKUM JHarHo30M T'€HEPAIM30BAHHOTO PEIECCUBHOTO auctpoduyeckoro BB
Annono-CuMeHnca ObUIM HCCIEIOBaHbl TapreTHbIE OO0JACTH KIMHUYECKOTO HK30Ma
yenoBeka (manenb IRN 08247536001). B sk3one 36 rena COL7A1 (OMIM 120120)
BbIsiBIeHAa MyTanusi ¢.4172dup B rOMO3UTOTHOM COCTOSIHUU, MPUBOMSIINN K CABUTY
pamku cuuthiBanus p.AG1392Rfa*10. Cornacno 6a3e nanusix OMIM, myTaiuu B reHe
COL7A1 omucanbl y MalMEHTOB C Pa3IMYHBIMU TUIMAaMHU OyJUIE3HOTO SMUIEPMOIIU3A,
HACJIEAYEMbIMA 110 AayTOCOMHO-AOMHUHAHTHOMY M ayTOCOMHO-PEUECCUBHOMY THITY
(OMIM 226600, 126000, 131750, 604129, 131850). BreisBnena wmyTanusa g.
48621756dup B romosurotHom coctosinuu B rene COL7A1l. Yactora MHUHOpPHOTO
ajuienss He onucaHa B 0aze JnaHHbIX gnomAD. Bce Hyki€oTHIHBIE 3aMEHbI
MOATBEPKAECHBI METOJIOM NPSIMOTO aBTOMAaTHYECKOTO CEKBEHHUPOBAaHUA. TIIaTEIbHO
M3yUYeHbl KJIMHUYECKass KapTUHAa W aHamHe3 OoyibHOro. OtTell W MaTbh- JalibHHE
POACTBEHHUKH, 3J0POBbI, CEMEMHBINA aHAMHE3 HE OTATOLIEH. boJieeT ¢ poxkaeHus, HOTTH
OBUTM TOJBKO HAa KHUCTSX, KOTOpblE B Te€UeHHE Mecsla ormnanu. Ha MoMeHT ocMmotpa
100% KOXHOrO TOKpPOBAa BOBJIEUEHBI B MPOIECC, HA CIU3UCTBIX 000J0YKax adThl,
MUKPOCTOMHMS, cpalieHue y3aeuku si3bika, BEBS 82  OGamma.  BoisiBiensr
COMYTCTBYIOIIUE 3a00JE€BaHUS: KOHTPAKTYpPbl KOJICHHBIX U JIOKTEBBIX CYCTaBOB,
crubaTenbHas KOHTPAKTYpa B MPOKCHUMAIIBHBIX MEXK(alaHTOBBIX CyCTaBaX, HEMOJIHAs
ncepaocunaaktunug II-V  manbnes, OD auctpodus poroBuilbl € YaCTHUYHBIM
noMmyTHeHueMm, 2.1, 4.2 xapuec AeHTUHA, OTJIOKEHUS Ha 3y0ax, 4YaCTHYHAs BTOpUYHAS
aJICHTHUs, XPOHUUYECKHUE 3aMophl, TPEUIMHBI aHyca, CTEHO3 nuileBoAa (0e3 HapylieHus
MPOXOJUMOCTH), pedIItoKc-330paruT, TacTpuT, AUCPYHKIUS OUIUAPHOTO TPaKTa,

OEJIKOBO-IHEPTeTHUECKass HEJI0CTaTOUYHOCTh (Z-score pocT K Bo3pacty — 3,08, Z-score
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UMT — 4.07) na pone ocHOBHOTO 3a00J€BaHMs, KeNe30AUPUIUTHAS aHeMUs (YPOBEHb
Hb 97 r/n), monuBaneHTHAs MUIIEBas ajIePTHsl, CMEIIAHHBIM aCTUTMAaTHU3M, aMOJTHMOTIHUS
0o00uX ria3, renarocIyieHOMEraius, BTOPUUHbIE U3MEHEHUS MOKENyOUYHON JKEJe3bl.
JlaHHble  KIMHUKO-MHCTPYMEHTAJbHOIO,  JA0OpAaTOPHOTO U MOJEKYJISIPHO-
F€HETUYECKOTO UCCJEAOBAHUS TO3BOJSIOT BBICTABUTh OKOHYATENIbHBIM JIMArHO3
reHepaln30BaHHOTO perieccuBHOTO auctpodudeckoro BbD Anmono-Cumenca.
JBenaanatomy no cnucky tabmuubl 9 mnanuenty C.Y.A. (16.12.2015 ron
POXKJIEHUSI, TIOJT JKEHCKHI) ObUT MpoBeAeH MojeKyasipHO-renetndeckuit ananu3 JIHK,
BBIJICJICHHON M3 €ro KPOBU: UCCJIEIOBAHbI TapreTHble 00JIaCTH KIMHUYECKOrO0 SK30Ma
yenoBeka (maHenb IRN 08247536001). B sk3one 14 rena LAMB3 (OMIM 150310)
BbIsIBJIeHA Ayrukanus c.1969 1970dup B TOMO3MIrOTHOM COCTOSIHMM, NMPUBOIAIIAS K
caBury pamku cuntbiBanus p.L658P{s*50. [ymnukanuus panee He onucana. CoriiacHo
6a3e nanabix OMIM, myrtanuu B rene LAMB3 onucanbl y naieHToOB ¢ NOTPaHUYHBIM
OYJUIE3HBIM SIHUAEPMOJIU30M, HACIEIYEMbIM [0 ayTOCOMHO-PEIECCUBHOMY THILY
(OMIM 226700, 226650). BoisBnena aymiukanus g. 209798999 209799000dup B
FOMO3UTOTHOM cOocTOssHMU B reHe LAMB3. Bce HykiieoTUAHBIE 3aMEHBI OATBEPKICHBI
METOJIOM MPSIMOTO aBTOMAaTUYECKOTO CeKBeHHpoBaHus. Kinaccudukaius naToreHHOCTH
YCTAaHOBJIICHHOW MyTallMM B COOTBETCTBUU ¢ 0a30oil nanHbix HGMD professional
OTpeiesieHa KaK «BEpPOsITHO MAaTOre€HHBIN BapuaHT». B pe3ynbrare npoBeeHHOTO paHee
KOMIUIEKCHOTO 00CjeoBaHus TMainueHTa, BepuduinupoBan Tun u cyornu BBD —
MMOrPaHUYHBIN JIOKAJIIN30BaHHbBIN He- X epIIuTLa, MOATBEPKICHHBIN JJHK
uccienoBanueM. [Ipu ocMotpe 3adukcupoBaHo 12% mopaxeHHON KOKU KOHEYHOCTEH,
MPEUMYIIECTBEHHO KUCTeW M cTom ¢ ToTalnbHOUM aHonuxueil (BEBS — 13 OGamnon),
APO3UBHBIE HJIEMEHTHl CIM3UCTOM OOOJOYKM TOJOCTH pTa. bpak poaurteneit
OJTM3KOPOJICTBEHHBIN (TPOIOPOHBIE OpaT U cecTpa), 00a 30POBBI, CEMEHHBIM aHAMHE3
He oTAroméH. Pa3BuTue 3a00ieBaHUsI OTMEUAETCS C MEPBOTO JHS KU3HU, C 6 MECSIEB
NOSIBIIIKCH 3anopbl. ComyTcTByromas natoyiorusi B ¢popme OelKOBO-3HEPreTUYECKOM
HEJIOCTAaTOYHOCTH (Z-score Bec K Bo3pacty — 1,82) Ha (oHe ocHOBHOTO 3a00sieBaHUs,

I[e(i)I/II_II/IT BUTaMHHa D, I'CIIaTOCIITICHOMCTI aJ1nsd, (bYHKI_[I/IOHaJ'H)HBIe HapyIICHUs
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MOTOPHKHU TOJICTOM KHIIKHK MO TUMIOTOHUYECKOMY THITY, KEPATOMATHUsI POrOBUIIEI 000MX
rJ1a3, IpUOCTaHOBUBIIHIICS Kapue 5.1, 5.2, 6.1, 6.2 3y00B, sHIEMUUYEKU (HIH000PO3.

Takum o6pazom, JIHK-nmmarnoctuka mo3BOJSIE€T MOATBEPAUTh T€HETHUYECKYIO
npupony 3aboneBanusi, Tun BBD, a Ttakxke ycraHoBuUTH (OpMy HACIEIOBAHUS H
MaTOr€HHOCTh MYyTallid, TO €CTh BIIMSHUE HA CTPYKTYpy M QyHKIMIO Oenka. Bricoka
POJIb KOMILJIEKCHOTO KIMHUKO-UHCTPYMEHTAIBHOTO JIa0OpaTOPHOTO OOCIEOBAaHUS U
TIIATETLHOTO cOOpa ceMeHOro aHamMHe3a B BepuU(UKAIMUM TUMA, CyOTUNAa W
kinHn4eckor ¢opmel BBD 1 ux mocnenyroiieil Koppensiuu ¢ JA0Ka3aTelbHOU 0a3oii
MEJIUKO-TeHeTH4YecKoro  aHaiau3za. (OcoOEHHO  akTyalleH »3TOT TMOJAXO0A  MpH
UJIEHTUPUKAIIUY MyTalluii B HECKOJBKUX I'€HaX, MPUCYIIUX pa3indHbIM TnaM BBD.

[Tarmentke K.A.A. (28.01.2013 roma poxkaeHus, IMOJ KEHCKHUM) METOJIOM
UMMYHO(]IIOOpECIeHTHOTO aHTureHHoro kaptupoBanusi (MKA) ycranoBieH
ypoBeHb (GHOPMHUPOBAHUS My3bIpsi B A0ujaepMuce. MarTepuain B34T € JaJOHHOU
MOBEPXHOCTU KOXH, OO0JIacTM HauboJee 4YacTOro TIOSIBJICHUS BBICHIIAHUN.
OtMmeuaetcsa nepUIUT MUTOKEpaTUHA 14 THUMNA, KOTOPBIA BhIpa)KaeTcsi €AMHUYHBIMU
rpaHyjaMud U OTCYTCTBHUEM CTPYKTYpPbl «CETKW» B MEXKKJIECTOUYHBIX MPOMEKYTKAX,
YTO  SIBJISIETCS  MATOJIOTUYECKHUM  OTKJIIOHEHHWEM. Y CTAHOBJIEHO  CBEUYECHHE
crenuduUecKux aHTUuTeN B (hopMe KPYHHBIX T'PAHYI K 3TOMY O€JIKY BIOJb JIEPMO-
snuJepMalibHON TpaHulbl. Takum o00pa3oMm, HaOMIOAAIOTCS HapylIeHUs B
XapaKTepe pacupeacliCHUsl aHTUTEN K MUTOKepaTuHy 14 tuma.

OxpammBaHue CTPYKTYPHBIX KOMIIOHEHTOB KOXH W  JIOKaJIA3alUs
cnenu(pUUIEeCKUX aHTUTEeN K OeJKkaM-aHTUTeHaM: KWHUIMHa-1, T1urakoduiuHa,
kepaTuHOB 5 u 14, annpda-3, 63Ta-3 U ramma-2 1enel JaMUHHHA, JECMOIUIaKHWHA,
IieKkTUHa, anb(a-6 u Odta-4 wuHTerpuHoB, kojutareHa VII m XVII Tunos, He
3apukcupoBano J1e(HEeKTOB U OTKIOHEHUM OT KOXKHU 3/IOPOBBIX JIUIl. BBIsSIBICHHBbIE
HapylLIEHUs JKcOopeccuu nurokepatnHa 14 Tuna coorBeTcTBytoT [IBBO.
YTOUHEHHE MOATUIIA TEHOAECPMATO3a MPOBEJACHO ITYyTEM KIMHUYECKOTO OCMOTpa U
coopa anamuesa. IIpomecc JoOKanmM30BaH HCKIIOYUTENIBHO Ha  JIaJOHHO-
MOJIOIIBEHHONW MOBEPXHOCTU, BBICHINIAHUS MaHU(PECTUPOBAIU B MOJAPOCTKOBOM

nepuojie, U ¢ Bo3pacToM mnporpeccupror, BEBS coorBercTtByer 2 Oayuiam.
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OtMmeuaeTcs Kapuec, IUIOCKOcTomue, aedopmaius rpyaHod kieTku. Poaurtenu
3J0POBBI, SIBJISIFOTCS JAIbHUMHM POJACTBEHHHMKaMH. Ha OCHOBaHUM pe3yJIbTaTOB
KA, KoTOpbIil ObLT JOCTATOYHO UHPOPMATUBHBIM, KIIMHUKU U aHaMHe3a 00JIe3HU
MalMeHTy MOCTaBJIEH KJIWHUYECKUM auarHo3 jokanu3oBanHoro I[IBBD Bebepa-
Kokeitna. [laumeHT 3aperucTpupoBaH B PECHyOJUKAHCKOM peecTpe, B3sSIT Ha
JTUCIIAHCEPHBIN y4€T U oOecredeHue H3ACIUsIMU MEIUIMHCKOTO Ha3HAYEHUsS U3

peciyOJIMKaHCKOTO OI0JIKETa.

3.2. Kimnuveckue GopMbl M THAKECTh TEYCHUS BPOKIAEHHOI0 OYJLIIE3HOTO
MUAEPMOJIN3A

B pesynbrare mnpoBeneHHoro oo6cienoBanuss 130 MmanueHTOB KIMHUYECKUN
JIMarHo3 yCTaHOBJEH B Impenenax tuma u cyortuma y 129 (99,23+0,77%) u3z Hux

(Tabmuma 10).

Ta6muna 10 - Knuanueckue GpopMbl OyJIIEZHOTO dMUAEPMOIIN3A

Tun Cyo6tunst BBD Tun HacnenoBaHus KonunuecTtBo 60abHBIX
BbD BBE3, n=130 (100%)
qucio | %
IIBBD Jlokann30BaHHBIM AyTOCOMHO-IOMUHAHTHBIA | 53 40,77+4,31
Bebepa-Kokeiina
I'enepanu3oBaHHbIl | AyTOCOMHO-PELIECCUHBIN 19 14,62+3,1
Kébnepa
I'epnieTuopmHbIi AyTOCOMHO-/IOMUHATHBIN 12 9,23+2,54
Joynunr-Meapa
Bcero AyTOCOMHO-IOMUHAHTHBIN, | 84 64,62+4,19
ayTOCOMHO-PELECCUBHBIN
[IpBBD | I'enepanu3oBaHHbIil | AyTOCOMHO-PELIECCUBHBIN | 3 2,31+1,32
CPEOHETSKENBINA HE-
Xepautua
Jlokanu3oBaHHBIN AyTOCOMHO-PELIECCUBHBIN | 5 3,85+1,69
He-XepauTua
Bcero AyTOCOMHO- pELIECCUBHBIN | 8 6,15+£2,11
JIBBD JIOMUHAHTHBIN AyTOCOMHO-IOMUHAHTHBIA | 3 2,31+1,32
Kokeiina-Typena
JloMUHAHTHBIN AyTOCOMHO-IOMUHAHTHBIA | 1 0,77+0,77
[Tazuan
Hroro AyTOCOMHO-IOMUHAHTHBIA | 4 3,08+1,52
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IIponomxenue Tabmuier 10

JABB3 I'enepanu3oBaHHblil | AyTOCOMHO-penieccuBHbId | 30 23,08+3,7
PeIeCCHUBHBIN
Annono-CumeHnca
I'enepanu3oBaHHBI | AyTOCOMHO-PELIECCUBHBIA | 2 1,54+1,08
PEIeCCUBHBIN
HEMYTUJIUPYIOLIUI
Utoro AyTOCOMHO-pELeCCUBHBIN | 32 24,62+3,78
Bcero AyTOCOMHO-/IOMUHAHTHBIN, | 36 27,69+3,92
ayTOCOMHO-PELECCUBHBIN
Kunnnep-cungpom AyTOCOMHO-TOMUHAHTHBIA | 1 0,77+0,77
Heyrounennsiit BED - 1 0,77+0,77

Kaxk Bugno u3 Tabnuus 10, cnoxunoch Heckosibko rpynn BED: TIBBO, IIpBbD,
JABB3, Kunanep-cMHAPOM, HEYTOUYHEHHBIW — B TMpPEAeNax KOTOPBIX YTOYHEHBI
KIMHUYecKue (Gpopmbl reHomepmaTo3a. Tak, mpoctoit tun (64,62+4,19%) BcTpedaeTcs
3HAYUTENbHO daie morpanudHoro (6,15+2,11%) u mguctpoduyeckoro (27,69+3,92)
(P1<0,001 u P2<0,001 cOOTBETCTBEHHO).

Boicok yaenbHblli Bec Jsokanu3oBaHHoro mnonaruna [IBBED Bebepa-Kokeiina —
40,77%4,31%, a Takxe reHepannzoBaHHOro peneccupHoro JIBBD Amnono-CumeHnca —
23,08+3,7%. JlocTaTOYHO 3HAYMMbIE TPYMNIBI COCTABUIIU TakKe OOJbHBIE C MPOCTHIM
reHepanu3zoBanHeiM BBD KébGuepa u mpocteim repnerudopmusiM JloynuHr-Meapa
(14,62+3,1% u 9,23+2,54% COOTBETCTBEHHO), a OCTAJIbHbIE PEIKHE KIMHUYECKHE
dbopmbl  mpencrtaBiensl 15 maruentamu.  Cpenu  MOCHEAHUX- MOTPAHUYHBINA
cpenHerspkensii  BbD  He-Xepnutna w nokanu3oBaHHbld  BBD  He-Xepnutoa
(2,31£1,32% wu 3,85£1,69% cootBercTBeHHo), Kunmnep-cunapom (0,77+0,77%), a
Takke guctpoduueckue popmbl gomuHanTHOro B3O Kokelina-Typena — 2,31+1,32%,
nomuHanTHOro BBD Ilazunu — 0,77£0,77% u peneccuBHOrO TreHEPaTUu30BaHHOTO
HemyTtunupytomero BbO — 1,54+1,08%.

AyTOCOMHO-PEIIECCUBHBIM THUIl Hacjiel0BaHUsl ycTaHOBIEH y 60 (46,15+4,37%)

IIanucHTOB, a aYTOCOMHO-I[OMI/IHaHTHI)II\/’I- Y HC3HAYUTCIIbHO 0OJBIIOr0 KOHTHHICHTA -

69 (53,08+4,38%) (P>0,05).
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Takum 006pa3zoM, cPOpMHUPOBAIKUCH JBE MPUOJIU3UTEILHO OJUHAKOBBIE TPYIIIIbI
MAIMEHTOB ¢ KApJIUHAIBHO OTIWYAIOMIAMCS MOAXOJIOM K MPEAYyNPEXKICHHUIO NEpeaadn
TE€HHBIX MyTalui noroMcTBy. B mocnennen rpynne BbO nepenaercsa 50% moromcraa
npu 3a0oneBaHuu ojfHOro u3 poaurtenet [40, 71] u ponab nepBUYHON MPOGUIAKTUKH
IyT€M KOHCYJIbTHUPOBAHUS CEMEWHOW Mapbl 3/IECh OTPAHMYEHA, A MPEAYNPEKICHUE
repenayn  IMOTOMCTBY  BO3MOXHO JIMIIb  METOJOM  JOPOJOBOM  JUArHOCTHUKHU
reHojepMaro3a y Iioga. B To ke BpeMs IpuU ayTOCOMHO-PEIECCHBHOM THIIE
HacnenoBanusi BB s pekTuBHO KOHCYIBTHPOBAHUE MOJIOAOW Maphl 10 BCTYIUJICHUS B
Opak 0 BEPOSITHOCTHU POXKJEHUS Y HUX JETEN C MPOSBICHUSIMU ATOTO T€HOIEpMAaTO3a.

[IpeBanupyer cpeau 69 OONBHBIX C ayTOCOMHO-JIOMUHAHTHBIM  THUIIOM
HacnenoBanusi [IBBD — 65(94,2+2,91%) uvenosex u 4 (5,8£2,91%) ¢ noMUHAHTHBIM
JABBD. B rpynne ¢ ayToCOMHO-PELIECCUBHBIM TUIIOM HaclienoBaHUsA n3 60 manueHToB
6osee monoBuHBI — 32 (53,3+6,44%) coctaBui peneccuBHbii [IBE3, 19 (31,7+6,01%) —
npoctoii reHepanm3zoBaHHbii BBD KébOnepa, 8 (13,3+4,38%) — IIpBBD u 1
(1,67£1,65%) — Kunmnep-cunapom. B KaxaoM MOATUIIE MBI UCCIEAOBAIU TAKECTb
TeueHusi 3a00JeBaHMs, UCNONB3Yysl bupmuHremckuii mnaekc Tskectu BBD [BEBS],

orpaxkeHHyto B Tabmuue 11 [13].
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Ta6nuna 11 - CreneHp THKECTH KIMHUYECKUX (GOopM OyIIE3HOTO SMHUAEPMOIIN3a

Knununueckue Gpopmsr BB YucnenHocts 6016HBIX BED (abcomroTHbIN okazatens/ %), n=130
Bcero U3 Hux crenens Tsokecty (mokaszarens BEBS)
Jlerkas Cpennsist Tsxenas OueHb TOKENad
(ot 0,25 o 10,0) (ot 10,1 o 25,0) (ot 25,1 no 45,0) | (ot 45,1 no 100)
YUCJIO % YUCJIO % YUCJIO % qucn | % YUCJIO %
0

I[IBBD 84 64,62+ 4.19 | 72 55,3844,36 | 11 8,46+2.44 1 0,77+ 0,77
W3 nux | Jlokamm3oBanHbii Bebepa-Kokeiina | 53 40,77+4,31 | 52 40,0 +4,3 1 0,77+0,77

I'enepannzoBanneiii KEOHEpa 19 14,62+3,1 17 13,08 £2,96 | 2 1,54+1,08

I'epnierudopmusiii Joynunar-Meapa | 12 9,2342,54 |3 2,31+1,32 8 6,15+2,11 1 0,77+0,77
[IpBBED 6,15+2,11 2 1,54+1,08 6 4,62+1,84
W3 nux | ['eHepann30BaHHBIN He-XepiIuTIa 2,31+1,32 1 0,77+0,77 2 1,54+1,08

Jloxanu3oBaHHbIN He-XepauTia 5 3,85+1,69 1 0,77+0,77 4 3,08 £1,52
JIBBED 36 27,69+3,92 | 1 0,77+0,77 | 4 3,08+1,52 | 10 7,69+2.34 | 21 16,15+ 3,23
W3 nux | JlomunanTHbii Kokeitna-Typena 3 2,31+1,32 1 0,77+0,77 1 0,77+0,77 1 0,77+0,77

JomunanTHbI [Tazuan 1 0,77+0,77 1 0,77 £0,77

Htoro nomunantHseiil JIBED 4 3,08+1,52 1 0,77+0,77 2 1,54 +£1,08 1 0,77+0,77

['enepanu3oBaHHBIN peLecCUBHBIN 30 23,08+ 3,7 9 6,92+2.23 | 21 16,15+ 3,23

Annono-Cumenca

['enepanu3oBaHHbIN pelecCUBHBIN 2 1,54+1,08 2 1,54+1,08

HEMYTHJIUP YoM

Uroro peueccusnsiii IBBD 32 24,62 +£3,78 2 1,54+1,08 9 6,92 +£2,23 | 21 16,15+£3,23
Kunnanep-cunapom 1 0,77+0,77 1 0,77+0,77
HeyTtounennsiit BED 1 0,77+0,77 1 0,77+0,77
Hroro BBD 130 100 76 58,46+4,32 | 22 16,9243,29 | 11 8,46 £2,44 | 21 16,1543,23
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Cpenun 00cCiem0BaHHOTO KOHTHHTEHTAa Jierkas cTeneHb TedeHuss BBO
3adukcupoBaHa y Ooliee ueMm MoJIOBUHBI — 58,46+4,32%, cpennsisi y 16,92+3,29%,
Tsokenast y 8,46+2,44%, ouens Tskenas y 16,15+3,23%. [logasnsroniee OOJbIIMHCTBO
— 72 (55,38+4,36%) OONBHBIX C JIETKON CTEMEHBIO TEUYEHUS] COCTABIISIIOT MAIlMCHTHI
npocteiM TunoM BBD. B srtoit rpynne y 11 (8,46+2,44%) mnoka3zarenu BEBS
COOTBETCTBYIOT TaK)Ke U cpeliHel cTenenu Tsxectu, ay 1 (0,77+0,77%) pebenka 7 net
c repnetudopmubim [IBED Jloynuar-Meapa- Tsixxenoit co 3nauenuem - 41,13. imenno
MalMeHThl C ATOM KIMHUYEecCKOW Qopmoit mpoctoro BBD TpebyroT mnpucrambHOro
JTUHAMHYECKOrO0  HAOMIOJIEHMs,  CUMIOTOMATHYECKOW  Tepamud  neauarpa |
nepMaToBeHeposiora, Tak kak y 9 (75,0£12,5%) w3 Hux (n=12) reHomepmaros
XapaKkTepU3yeTcsl CPETHUM U TSKEIbIM TeueHueM mpoiecca. [Ipuuém B Bo3pacte 10 18
net HaxonsTcs 8 (66,67+13,6%, n=12) nereii, u aulIb OAHOMY MCHOJHUIOCH 23 roja.
Cymma 6annnoB BUpMUHTEMCKOro MHEKCA TSHKECTH Y HUX OMpPEAENseTCs MopaKeHueM
KOXKU U CJIIM3UCTON 000JIOUKHU MOJIOCTU PTa, aHOMaJuel HOTTeH, a Takke pyOlieBaHUEM
KOKH, pyOI1I0BOM asionenueil 1 HeJJOCTaTOUHOCThIO TUTAHMUSL.

Bce stu mapamerpsl mpucyTCTBOBaIM Uy OOJdpHOro 23 J€T, KOTOPOMY
CBOEBPEMEHHO HE ObLITN PEAOCTABICHBI MEJIUIIMHCKHE yCIIyTH
BBICOKOKBaIIM(PUIIMPOBAHHBIX CHEIUAMCTOB, a TAaKXe JIEKapCTBEHHBbIEC MIpemnapaThl U
nepeBsi30uHble Matepualbl. [loaTomMy Juis peaynpexaeHus: CyleCTBEHHOTO CHUKEHUS
KauecTBa JKM3HU W HHBanuau3auu OonbHbIM mnonarurnom [IBBD repnerudopmubiM
Hoynuur-Meapa pomxkHa OBITh C paHHEro JETCKOro Imepuoja olecreueHa
aTpaBMaTH4Hasi Oe3oIacHasi cpefa IPOXKUBAHUS, PETyJsipHAash HapyKHas Teparus,
HalpaBJICHHasT Ha MpeaynpexjacHue HWHQUIUpPOBaHUS paH U UX pyOlleBaHuUe,
aJanTUPOBAHHOE MMUTAHUE.

JlBa mamuenta 30 u 63 jer ¢ mpocThiM reHepanuzoBaHHbiIM BBD KéGuepa
OTHECEHBbI K CpEJIHEeW TpYIIe TKECTH B CBSI3M C OOBEMOM MOPAKEHHON KOXH U
MaTOJIOTMEN HOITEH, TaK KaK 3THU MOpakeHHs o0ycinoBuian nokaszareas BEBS 12,75 u
14,25 cooTBeTCTBEHHO. [[151 MOBBIIIIEHNS X KAYECTBA JKU3HU JIeUEOHBIE MEPONPUSITHUS
JOJDKHBI  OBITh HAIpaBlIEHbl HAa YMEHBIICHUE IUIOMIAAN TOPAXKEHUS KOXKU, 4YTO

VUYUTBHIBAJIOCH MPU HA3HAYEHUM UM Tepanuu U (HOPMUPOBAHMHM TOJIOBOM 3asBKU
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pecniyOnukanckoro MuH3apaBa Ha OO0eCleUeHHEe UX U3JAEHUSIMU  MEIUIIMHCKOTO
Ha3HayeHusa. Takoil ke moaxoJ u30paH W B OTHOIICHUHU MalMeHTa 4 JIET ¢ MPOCThIM
nokanuzoBaHHbIM BBD BebGepa-Kokeitna, rae eguncTBeHHOM Gopmoii ManudecTanm
3a00J€BaHMS SBUJIACH TUIOIA/Ib MOPAXEHUs KOXH, cooTBeTcTBYIomasi BEBS - 10,5.

YnenwHblil Bec cpeaneit crenenn teueHus [IpBbD cocraBmser 4,62+1,84%, a
nerkort 1,54+1,08% (P>0,05). V mamuenToB ¢ renepanuzoBanHbiM [IpBBD He-
Xepnutua (3 uenoseka/2,31+1,32%) o0bem mopaxkeHus: KOkKHU cocTaBisgeT 25-59% ot
cymmbl OamioB BEBS. OcranbHasg matonorus oOycliOBiI€Ha YacThIMH OYJIIE3HBIMU
AJIEMEHTaMHM CIM3UCTBIX O0O0JOYEK TOJIOCTH pTa M mnumeBoga (y OJHOTO CO
CTPUKTYpPHOM aHOMaluei), KoTopas y JIBOMX CONPOBOXKAAIACH HEIOCTATOYHOCTHIO
nutanus. Bce Tpoe cTpaganu xpoHuueckumu (Oosiee 6 MecCSIEB) S3BEHHBIMU
anemMeHTamMu Koxu (10 1% mnoBepxHOCTH), U OAWH- pyOuoBOM anomneuueit. Mrak,
TSDKECTh T€UeHMS reHepanu3oBaHHoro [IpBbD He-XepnuTna BbI3BaHA MEPCUCTEHUUEH
s duiopecuieHIIM  Ha CIOM3UCTBIX O000JOYKAX U JUIMTENbHBIM CYLIECTBOBAaHUEM
u3bsBIeHU Koxu. [Ipodunakrtrka mHOUIMPOBAHUN U CBOEBPEMEHHAs] pereHepanus
ATUX MOP(OJOTHUYECKUX DIIEMEHTOB TOBBICAT Kaye€CTBO KU3HU U COIHUAIBHYIO
MHTETPaIIO B 00IIECTBO 00JIbHBIX 3TUM cyOTunom BBD, uTo 0cOOEHHO akTyanbHO AJIs
HX JEeTCKOTo Bo3pacTta (8—12 ner).

I[Ipu omenke TsxecTn JokanuzoBaHHoro mnoaruna IIpBbD He-Xepaurna
YCTaHOBJIEHA, B OTiau4yue oT mnpenbiaymet gopmsl [IpBBD, muctpodus nHorreit u
TOTaJbHas AHOHUXMS y OJHOrO TNAlUEeHTa, HO HE 3a(UKCUPOBAHO XPOHUUYECKUX
S3BEHHBIX JedeKkToB Kkoxu. OcrtanbHble napamerpel Tsokectd BEBS  (mmomans
MOpaXEeHUsT KOXkU - 29—67%, BOBJIECUEHHE TMOJIOCTH PTa, MHUIIEBOJA, aJIONEHU,
HEJIOCTATOYHOCTh NUTAaHUS]) M TOAXOAbl K MNPO(UIAKTUKE OCIOXKHEHUH Y
uccnenoBanubix TUNOB [IpBBD unentuunsl. Mel otMeTriin, yto Bee 8 (6,15+2,11%)
MalUEeHTOB- MPEUMYIIECTBEHHO NETCKUN KOHTUHTEHT, TaK Kak JIMIIb OAUH 47-TeTHU
o0clieTyeMbIii OTHOCUTCS K B3pOCJION BO3PACTHOM TpYIIIIE.

[To mapapiM TaOmuner 11 w3 oOmiero 4dmciaa MmanueHTOB 3a00JIEBAHUE TSHKEIO U
OUYEHb TSKEN0 npoTekaeT y 32 (24,62+3,78%) nabmogaembix, npuuém 30 (23,08+3,7%)

— 3TO CTpaJlalollne NeHepaan30BaHHbBIM perneccuBHbIM J[BBD Asmono-Cumenca. Mel
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OTMETHUJIU, UYTO YJEJIbHBIM BEC TPYIIbI OUYEHb TSHKENOro TeueHHs 3a00JeBaHMsS B JBa
paza Bbime Tspkénmoro (16,15+3,23% u 6,92+2,23% cootBerctBeHHo P<0,05). Cpenn
MpPEJCTABUTENIEN 3TOro MoJATUNA HE 3aUKCUPOBAHO OOJBHBIX C JIETKOM M CpelHeH
CTEIEeHbIO TsKkecTH, a Auanazon BEBS cocrtasnser 31,5-82,0 6anna. B atoit rpynmne 4/5
MAIMEHTOB OTHOCSTCS K BO3pAacTHOM rpymnmne A0 18 jer, a mo3ToMy CBOEBPEMEHHO
HayaToe PEryasipHOE CUMIITOMATHUYECKOE JICUCHHUE MPEAYIPEKIAET Pa3BUTUE TKEIbIX
CTPYKTYPHBIX aHOMAaJIUW M YBEJIMYECHHUE IUIOMAAU TOpakeHUs Koxu. [lapamerpsr
nocieaHero y Hux cocrasisuin ot 11,5 no 56,0 BEBS. I[Ipuuem y onHoro pedbeHka yxe
B JIOIIKOJHOM Bo3pacte (4 roma), a y JAPYyroro Jaxe B NEPBbIA TOJA KU3HU
3aUKCUpOBaH 00BEM MOPaKEHUsT KOXKHM Ha YpOBHE coOTBeTCTBeHHO 56,0 u 35,0
6atoB. [lnomans mopaxeHus KOXU B rpynmne OonbHbIX cTapiie 18 jet Boime 40,0
o6aimoB BEBS y Bcex maruenToB. Cpeau OONBHBIX AAaHHOTO CYOTHIIA MPEBATUPYIOT
MHBAJIMAU3UPYIONINE CTPYKTYPHbIC aHOMAJIMH, YXYAIIAIONIAE MPOrHO3 KaYeCTBa )KU3HU
u Tsokectu TedeHuss BBD. YV mopaBnsromero 6ompmmHcTBA M3 30 (100%) O0MBHBIX
reHepaan30BaHHbIM perneccuBHbIM BBD Asmono-CumeHca BBICOKHMM bupMHUHreMCKui
MHJIEKC TSKECTH O0YCIIOBIIEH TaKXKe MOPaKEHUEM CIU3UCTOM 000JOUKHU MOJIOCTU PTa —
28 (93,33+4,56%) uenoBek, numeBoga — 26 (86,67+6,21%) denoBek, ropranu — 4
(13,33+6,21%), xonbtoHKTHUBB Tnaz — 11 (36,67+8,8%), KOHTpakTypoil u
cunjaktuined naneieB — 24 (80,0+7,3%), pyO1oBoil anonenueld BOJIOCUCTONW YacTH
rosioBel — 17 (56,67+£9,05%), XxpoHmueckumu s3BamMu koxu — 27 (90,0+5,48%),
OTCYTCTBHMEM HOTTEBBIX MacThH — 28 (93,334+4,56%), kaxexkcuii — 29 (96,67+3,28%).
OHU C paHHEro JETCKOr0 BO3pacTa HYXKJIAIOTCA B MEIUIMHCKOW TOMOIIM U
TIIATeTbHOM yxonae. B pabore co Bcemu OonbHbIMEU 3TOM (opmoit BBD Hamwu
MIPUBJICYEHBI CIICHUAIUCTHI CMEXKHBIX CIIEIIMAIBHOCTEH.

Takum oOpa3zoM, reHepanu3oBaHHbI perieccuBHbIM JIBBD Amnono-Cumenca-
HauOonee Tspkenas popma BBD, xoTopasi yxe B MEpBBIM roj *KU3HU MaHU(ECTUPYET
WHBAIUAU3UPYIOIIUMHA  OCITOXHEHUSAMH KOXH, CIHU3UCTBIX O000JIOYEK U HOTTEBBIX
IJIACTUH, COMPOBOXKJaeTcs Kaxekcued. HeoOXoauMo ycTaHOBUTH TPYMIbl pUCKA U
MPOBOAUTH MEPBUYHYIO MPOPUIAKTUKY HA 3Tale UX BCTYIUIEHHS B Opak, a Takxke

AKTHUBHOC IHCIIAHCCPHOC Ha6J'IIOI[eHI/IC 6OJ'IBHBIX, HYKIAIOIMNUXCSA B MajJJIuaTUuBHOMN
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Tepanuu, oO0ecleueHrne UuX HEOoOXOAUMBIM O0BEMOM JIEKAPCTBEHHBIX CPEJCTB,
aJanTUPOBAHHBIM MEPEBS30UYHBIM MATEPHAIOM, MUTAHUEM U KOMMOPTHON Oe30IMacHOM
Cpello MPOKUBAHUS.

Homunantaas ¢opma JIBBD npencrasnena 4 (3,08+1,52%) nanuentamu, cpeau
KOTOpBIX yaenbHbl Bec noMuHaHTHOro JIBBD Kokeiina-Typena (manee Koxeiina-
Typena) cocrtaBnser 2,31+1,32%, a nomunantHoro JIBbBD Ila3unu (manee I[la3zunu) -
0,77+0,77%. Ilpouecc y HUX JIOKQIM30BaH HA KOXX€ KOHEYHOCTEW C BOBJICYCHHUEM
HOTTEBBIX IUIACTUH; HA JIMIIE M BOJOCUCTOM dYacTu roJioBbl (mipu dopme Ilazunu
nociaeaHee He  3apUKCHpPOBAHO).  DJIEMEHTHI  PErpeccupyroT  pyOlieBaHUEM,
OCJIOXKHSAIOTCA KOHTPAKTypaMU U MEXMNAIbIEBbIMU CPAIICHUSIMHU, YTO 3aPUKCUPOBAHO Y
JIBOUX, M 3TO ompenenseT nokasareib BEBS kak cpelHMI W TSKENbIi: y OJHOrO C
dbopmoit [Tazunu (BEBS=13,0) u y npyroro — ¢ Kokeitna-Typena (BEBS=30,25).
HeanexkBatHplii MEIUUMHCKUM W JIOMAllHUM yXOJ Yy TMOCIEIHEr0 TMPHUBEIH K
BOBJICUCHHUIO CIU3UCTON OOOJOYKM MOJOCTH PTa M MUIIEBOJA B IPOIIECC, a TaKXKe
yBEJIUYEHHUIO /10 16 6amioB o0bEMa MmopaxeHus KOXHU, B TO BpeMs KaK y OCTaJIbHBIX OH
HaxXOJWJICA B quama3oHe 3,5—9 0aios.

HecmoTpst Ha HeOousbliyto rpynmy OonbHBIX JOMUHAHTHBIM J[BBD, MoxHO
MPEANOJNIOKUTh, YTO IMPU PEryJIpHOM JIMHAMUYECKOM HAONIOAECHUN U JICYCHUH
reHOJIepMAaTo3 MPOTEKAeT B JIETKOM M cpefHed cTeneHu TskecTu. MraopupoBanue
MalMeHTOM PEKOMEHJAIMN ClelualucTa MOXKET NpPUBECTH M K MaHH(ecTaluu
TSOKENBIX AehOPMUPYIONIUX PYOILIOBBIX OCHOKHEHUN CIU3UCTON O00OJOUYKH MOJOCTH
pTa, MUIIEBO/IA U MAaJbLEB C KOHTPAKTYPOH U aHOHUXUEH.

[Tanment ¢ Kunnnep-cunapomom (Bozpact 11 ner) umen BEBS B 17,75 6amnos,
U3  KOTOPBIX  OYard TOPAXKEHUS  KOXKHU, CONpOBOXKAAromuecss  arpoduei,
MOWKUIIOAEPMHUEH, TeMOPPArHUYECKUMHU Iy3bIPSAMHU, COCTAaBISUIM — §, a OCTaJbHYIO
TSOKECTh T€UEHUs O0YCIIaBIMBANIM MOPAXKEHUS TIOJIOCTU PTa U MUIIEBOAA, TPUITyXaHHE
JIECEH, a TakkKe OJbIlIKa, MPOrPecCCUpyrollee YyXYIAUIEHUEe OCTPOTHl 3pEHUs,
MEJIKOOYaroBoe OOJIBICEHHE, aHOHUXUA U jAedopmainus HOrTed. Mbl OTMETHIH
CYIIECTBEHHOE HapylIeHHue (QYHKIUHM KEBATEJIBHOTO ammapaTta (COMpOBOXKIAACTCS

HEJIOCTATOYHOCTHIO MUTAHUS), KOTOpasi MpeAcTaBlieHa aTpo(uell MBI, HApYyIIEHUEM
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MPUKYyCa, HEPOBHBIMU KAPUO3HBIMU 3y0amMu M KOPOTKOM y3/eukoil si3pika [14].
COBOKYNMHOCTh ~ 3THUX IPU3HAKOB  OMNpEIENWa CPEIHIOK  CTENEHb  TEUYCHUS
MaToJIOTUYECKOro Tmporecca. Takum 00pa3oM, ¢ y4eTOM NPOBEAECHHOTO KIWHUKO-
AHAMHECTUYECKOr0 OOCIEOBaHUSI, MJis YIYUYLIEHUS COCTOSHUSI OOJIBHOTO C JTOM
penxoir ¢dopmoit BBD HeoOXoauM KOMIUIEKC MEpPONPUSITUH: MNpeAyNnpekIeHHe
MHCOJISIIUM, OKa3aHUE MEIUIIMHCKOW MOMOIIH JAETCKOro CTOMaToJiora u o(TaibMoJiora,
aJanTUPOBAHHOE MHUTAHUE, MPEIYNPEXKICHUE TPaBMbl KOXKU M KBaTU(UIIMPOBaAHHAS
Teparusi KOKHbIX ITOKPOBOB.

AHannM3 aHaMHe3a 3a00JIeBaHUS, POJOCIOBHOW M KIMHUYECKUH OCMOTpP HE
no3Bosimyii  BepuduiupoBate MO BBD y omHOro 00ibHOTO € JErKOM CTENEHBIO
teuenust (uaaexkc BEBS — 6,75). YuutsiBas ero Bospact (35 ner), COMyTCTBYIOIIYIO
narojoruro B Buae Aedopmanuu Horred 10 manbpleB cTom, penkue OyIiuE3HbIe
BBICBITIAHUSI CJIIM3UCTOW OOOJIOYKH TIOJIOCTA pTa, a TaKke HEOONbIIYI0 IIOIIAlb
nopakxeHust Koxu (5,5 06annoB) ¢ JTOKAIU3alUeH B TUCTAIBHBIX 001aCTAX KOHEUHOCTEH,
MOAMBIIICYHBIX BHAJUHAX, MEPUOPOUTATHLHON 00JacTH, MAIMEHT HYXKJIaeTcs B
JUCIAHCEPHOM HaOJIIOJIEHUH JEpPMAaTOBEHEpOJIora, 0€30MacHOW OKpyXarollen cpene u

obecreueHn Hapy’>KHbIMU IICPCBA30OYHBIMH MaTCpHUalaMU.

3.3. ConyrcerByomue 3a001eBaHNsl, OCJI0KHEHUSI BPOKIEHHOI0 0yJIJIE3HOTO
MUAEPMOJIN3A U OPTaHU3AIUA UX NPOPUIAKTHKHI

VY HabnrogaeMblXx HAMU TAIMEHTOB MCCIEIOBAaHA COMYTCTBYIOIIAs MATOJOTUS U
BbI3BAHHBIC OCHOBHBIM 3a00JIEBAaHHWEM OCIOKHEHUS. /{7 3TOro MpuBIIEKAIUCh Bpauu
CMEXHBIX cnenuanbHocTed. JIumpb y aByx nanueHtoB ¢ [IBBD Bebepa-Koxelina u
nomuHanTHbIM JIBBD Tla3uHu He BBISIBJIEHBI COMYTCTBYIOIIME 3a00JieBaHUs, a Yy
OoJblliel 4acTu OOJIbHBIX 3a()UKCUPOBAHBI MHOKECTBEHHBIE COYETAHHbBIE OCIIOKHEHUS
KO, opranoB u cucteM (Pucynok 5) [13].

Kak Bunno Ha Pucynke 5, y 105 (80,77+3,46%) u3 nadmonaembix 130 00abHBIX
BBD nuarnoctupoBan kapuec, y 82 (63,08+4,23%) — anemust u 60 (46,15+4,37%)

YeJOBEeK  cTpajanu  3abofieBaHUsIMH  KenynouyHo-kumieuyHoro Tpakta (OKKT):
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HEMEePEHOCUMOCTh TJIIOTEHA, CTEHO3 MUIIEBOJA, XPOHUYECKUE 3amopbl, TUCHYHKIIUS
OmnnapHoro TpakTa, pedurokc-330¢aruT, racTput, NUIIEBAs aAJJIEPTHsi, HApyUICHUE
MOTOPUKH  KHIIEYHWKA. BBICOK yHenbHBII BeC OOJBHBIX C  TOBBIMICHHON
(hOTOUYBCTBUTEIBHOCTHIO KOXKU — 44,62+4,36%.

Takum oOpa3om, coueTaHHas maTojorus B ¢opme Kapueca, aHeMHUH, MAaTOJIOTHS
KKT ©W (POTOUYBCTBUTEIHHOCTH KOXH HapImy ¢ OyII€3HO-3pO3UBHO-SI3BEHHBIMU
MPOSIBJIICHUSIMU MOTYT WHTEPIPETHPOBATHCS KaK BEPOSTHBIM Tpu3Hak BBD mpu ero
Bepudukaruu. C y4€TOM HTOro acrnekTa, IeJeHaNpaBleHHbIe MNPOPUIAKTUYECKUE
MEpOIPUATHS  JOJDKHBI  MPOBOJAUTHCS TEIAUATPOM W JePMATOBEHEPOJIOrOM ¢
MIPUBJICYCHUEM Y3KOCIECIMAIM3UPOBAHHBIX CMEXHBIX crennanuctoB. Hago oOpatuthb
BHUMAHHE€ U HAa BO3MOXXHOCTh Pa3BUTHUS APYrodl TOCTATOYHO TSXKEIOM MaTOJIOTUH,
yCTaHOBJIEHHOW Hamu y OonbHbix BBD (PucyHnok 5): maronorust oprana 3peHus -
31,5444,08%, omopHo-aBuratenbHoro amnmapata (OJA) — 30,77+4,05%, aHOHUXHS U
onuxoauctpodus — 21,544+3,61% u 26,154+3,85% COOTBETCTBEHHO, OTCTaBaHUE B
¢dbuznyeckom pazButuu — 24,62+3,78%, pyOrioBas anomnenusi BOJOCUCTON YaCTH TOJIOBBI
— 23,85+3,74%, mnaronorust JIOP-opranoB — 10,0£2,63% u cepedHO-COCYIUCTOMN
cucrembl (CCC) — 10,0+2,63%, mopaxenue IHHC — 10,0+2,63%, 3aboneBaHus
MouemnojioBou cuctemsl (MIIC) — 10,0+2,63%.

Y4uThIBasi, 9TO BBINNIEYKA3aHHAS TTATOJIOTHS MOKET MaHU(ECTUPOBATh B TOM WA
MHOM COYETaHUU y OJHOTO MHIWBHUAYYMa U CYIIECTBEHHO CHUXKAaTh KA4ECTBO >KU3HU
6onpHOr0 BB3, ero cnocoOHOCTh K caMOOOCTy)KMBAaHUIO, BEAET K €r0 MHBAIUIU3ALUN
M XPOHUYECKOW JempecchH, TaKhuM TalWeHTaM Heo0XoaumMa CBOCBpEMEHHAas,

peryJispHas ¥ KBaIM(UIUPOBAHHAS MEIUIIMHCKASI TTOMOIIIb.
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¥ Annasus koxu; " Anoneuns; 31; B HapyweHusa OJA; 40;
17;13,08+2,96%  23,85%3,74% 30,77+4,05%
AHOHUXUA; 28;

B HapyleHue GpyHKUMN
21,54:3,61%

MKT; 60; 46,15+4,37%
' OHuxogmuctpoduu; 34;

H 3HAOKPUHHbIE
o _\ . Q.
26,15+3,85% Hapywenms; 8; Matonorua JIOP-

/_ 6,15+ ° opraHos; 13;

10,0+2,63%

MoBblweHHas \
YYBCTBMTE/IbHOCTb KOXM K S
CONMHEYHbIM Ny4am; |
58; 44,62+4,36%

B HapyweHwue paboTbl
ronosHoro mo3sra,UHC;
13; 10,0+2,63%

[ CoumanbHas aganTa
(yumrtca,pabotaert); 30;
23,08+3,7%

3abonesaHus opraHa
3peHuns; 41; 31,54+4,08%

B AHemuu; 82;

+ %
B Ortcraet B pu3MYECKOM 63,08:4,23%

passutuu; 32;
24,62+3,78% H [MaTtonormnun CCC; 13;

10,0+2,63%

B 3ab6onesaHus MMNC; 13;
B Tpbixky; 5; 3,85+1,69% 10,0+£2,63%

B Kapwec; 105;
80,77+3,46%

Pucynox 5 — ComyTCTByFOIIIast TATOJIOTHSI M OCIIOKHEHUS, BBISBIICHHBIE Y OOJbHBIX
OyJé3nbiM anuaepmonuszom, n=130 (100%)

Hamu u3ydeHsl comyTCTBYIONIME 3a00JI€BaHUs Y OOJBbHBIX KaxKIbIM TUIIOM BBD.
Tak, nmpu [IBBD npeBanmpyer Ta K€ COMYyTCTBYIOIIAS MATOJIOTHSA, MPOSBIISIOMIAICS
kapuecom  (78,57+4,48%), amemmeit  (57,14+5,4%), (POTOUYBCTBUTEIHLHOCTHIO
(41,67+5,38%) u nuchyunkimeit XKKT (30,95+5,04%) (PucyHok 6). ITa TeTpajia MOXKET
CIIY>KUTh TATOTHOMOHUYHBIM MPU3HAKOM MPOCTOr0 TUMNA OyJUIE3HOTO nuaepmonsa. B
TO ke Bpems npu [IBBD, kak cnenayeT u3 pucyHka 6, OTCyTCTBYET aHOHUXHS U arlla3us
KOXHU (TocyieiHsis 3apuKcpoBaHa JUIIb Y OJHOTO MAIlUEHTa). 3HAYUTEIbHO HUXKE MpU
npocrtoM Ttune BbBD ynenbHBI BeC maronoruu OpraHoB 3peHus - 17,86+4,18%
(pucynok 6), B TO BpeMs Kak B oOmieili Macce OonbHbiXx BBD oHa cocraBusier
31,54+4,08% (pucynok 5) (P<0,05); napymenuss OJJA BoisiBnenst y 17,86+4,18% u
30,77+4,05% coorBerctBeHHO (P<0,05); oTcTtaét B (Qu3myeckoM pa3BUTHH JIHUIIb
5,95+£2,58% Oonpubix [IBBD u 24,62+3,78% - npu BBD (P<0,001); anomerus
oOHapyxeHa y 9,52+3,2% koutunrenta ¢ [IBBD u 'y 23,85+3,74% - ¢ BBD (P<0,01).

Takum 00pa3oM, yCTaHOBIICHHAs MAaTOTHOMOHUYHAs TeTpaaa (Kapuec, aHeMus,

¢dborouyBcTBUTENBbHOCTD, AuchyHkius JKKT) Moxer paccmaTpuBaThCsi B KadyecTBE
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BepositHoro mnpusHaka [IBBD, a npu nucnmancepHoM HAOMIOJEHUM HEOOXOAUMO

MPOBE/ICHUE MPEBEHTUBHBIX MEPONPUSATUIN 1O €€ MPOPUTAKTHKE.

Anoneuus; 8; B HapyweHusa OJA; 15;

OHuxoguctpoduu; 19; 9,52+3,2% —\ 17.86+4,18%

22,624+4,56%

B HapyweHue dyHkumn XKKT; 26;

30,95+5,04%

E Annasua Koxu; 1;
1,241,2%

B AHoHuxus; 0; 0%

5 3HAOKPUHHbIE

HapyweHwus; 4;

4,76+2,32%

®  nNaronorus 1OP-
opraHos; 9;
10,714+3,37%

B HapyweHue paboTsl

u MoBblweHHasn
YYBCTBUTE/IbHO
KOXW K CONHEYHbIM

nydam; 35; roN0BHOr0 MO3ra,
41,67+5,38% LLHC; 7; 8,33+3,02%
[ ]
CoumanbHas 3abonesaHunsa opraHa
apanTauma(yunTca,pabor

3peHus; 15;
17,86+4,18%

B AHemuu; 48;
57,14+5,4%

;19;
22,62+4,56%

B Orcraer - n cce 9
aTtosiornun ; 9;
"
usnieckom 10,71+3,37%
passuTtuu; 5;
+2 58% B 3a6onesaHna MIC; 6;
>,95+2,58% B Kapuec; 66;

7,1442,81%

78,57+4,48% B [pbixu; 4; 4,76+2,32%

Pucynok 6 — ComyTcTByromiasi maTOJIOTUS U OCIOXHEHUS, BBISBICHHBIE Y OOIBHBIX
MPOCTHIM OYJUIE3HBIM A1iusiepMoian3oM, n=84 (100%)

MpbI Takke U3y4MSId OCIOKHEHUSI U COMYTCTBYIOIINE 3a00JieBaHUs ¥ 8 OOIBHBIX
[IpBBD (Pucynok 7). YuutbeiBasgs HeOONBbIION KOHTUHTEHT, CTPAJAONIUX 3TUM THUIIOM
reHO/IepMaTo3a, K PENpe3eHTATHUBHBIM IOKA3aTelisiM OTHOCUTh KX Mbl HE MOXKEM.
OIHAaKO OHM MOTYT CIYKUTh OPHUEHTHUPOM s cnenuannctoB Llentpa BB u Bpauen
MEPBUYHOIO 3B€HAa. B wacTHOCTH, ynenbHbI Bec kapueca u mnarosiorun KKT mpu
norpannudoir popme BBD Bricok — 100% u 87,5+11,7% cootBercTBenHo. Hamo
OTMETUTh, 4TO Tmpu AaHHOM THUNE y 50,0+17,68% OOMBHBIX KOXHBIM Mponece
OCJIOXHUJICSA pyOIIOBOM ajlonenueil BOJIOCUCTON YacTH rOJIOBBI M HA 3TO HA/I0 00OpaTUTh
BHUMAaHUE B MpoOIecce AUCMAaHCEpHOro HabmoaeHus. B TO ke BpeMmsi, Kak BBITEKAET U3
Pucynka 7, y kaxnporo tperbero crpagatomero [IpBbD (37,5+17,12%) oOnapykeHbI

HapymcHUA B (bYHKI_II/IOHI/IpOBaHI/II/I rOJIOBHOIroO Mo3ra, IaToJIOrud OpraHOB 3pPCHUA,
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aHeMMsl, OTCTaBaHHE B (PU3MUECKOM Pa3BUTUU, OHUXOAUCTPOPusi, POTOUyBCTBUTEIbHAS
koka. He BeisiBneHo Hamu narosioruud JIOP-opranoB u anna3um KOXu, 4YTO, BO3MOKHO,

00BsiCHAETCSI HEOONBIION BEIOOPKOM IPyIIIbI HCCIEIOBAHUS.

B Anoneums; 4;

B AHOHMXMS; 50,0+17,68%

1; 12,5+11,7%

HapyweHune ¢oyHKunmn XKKT; 7;

87,5+11,7%
B Onuxoauctpoduu; 3; 0
37,5+17,12% B DHAOOKPUHHbIE
HapylweHus; 2;

25,0+15,3%

[
MoBblweHHanA M HapyweHwue paboTbi
YYBCTBUTENIBHOCTb KOXKM roJI0BHOro Mo3ra
’
COJIHEYHBIM ly4am;-3; LIHC; 3; 37,5+17,12%
37,5+17,12%
- B 3a36o0neBaHuA opraHa

3peHus; 3;
37,5+17,12%
[ |

OTcTaeT B puanyeckom
passuTum; 3;

37,5£17,12% AHemuu; 3; 37,5+17,12%

= Matonorun CCC; 1;

B Kapuec; 8; 100%
12,5+11,7%

B 3a6oneBaHua MMNC; 1;

| prl)KM; 1, 12,5+11,7% 12,5+11,7%

Pucynok 7 — ComyTcTByromiasi maTOJOTUS U OCJOXKHEHHS, BBISBICHHBIE y OOJIBHBIX
MOTPaHUYHBIM OYyJIE3HBIM AnuAepMoan3oM, n=8 (100%)

HoctaTtouno Oomplnyto rpynmy mjisi opaHHOTO 3a00JieBaHUS COCTAaBISIOT 36
NaluMeHToB ¢ jauctpoguueckuM  BBD,  koTopele  CTpamalOT  KOMIUIEKCOM
MHBAIMIN3NAPYIOIINX ITOPAXKEHNN - COUETAHHOM MTAaTOJIOTUEN U OCIOKHEHUN OCHOBHOTO
3aboneBanus (Pucynok 8). [lonoBuHa u Gosiee U3 ATOro KOHTUHTEHTa (n=36) cTpagaroT
anemuenn (86,11+£8,13%), kapuecom (83,33+6,21%), napymenuem ¢Qpynkuun KKT
(75,0£7,21%), anonuxueint (72,22+7,47%), otcrator B (PU3NUECKOM Pa3BUTUU
(63,9£8,0%), napymenueM ¢yukiuu OIA (66,67+7,86%), 3aboieBaHUEM oOpraHa
3penusa (61,114+8,13%), NOBBILIEHHON YYBCTBUTEJIBHOCTBIO K COJHEYHBIM JydaM

(52,78+8,32%), anomennei (50,0+8,3%).
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Anoneuus; 18; B HapyweHws OJA; 24;
50,0+8,3% 66,67+7,86% B HapyweHue GpyHKLMM

KT; 27; 75,0+7,21%

B Annasua Koxu; 16;
44,44+8,28%

’ SHOOKPUHHbIE

HapyLleHus; 2; 5,56+3,82%

AHOHMXUA; 26;

72,22+7,47% m

Natonorna J1IOP-
opraHos; 4; 11,11+5,24%
B Onuxoguctpoduu; 11;

30,56+7,68% 3aboneBaHua opraHa

. 3peHus; 22;
MNosbiweHHan 61,11+8,13%
YYyBCTBMTENbHOCTb KOMWU K u HapyweHue paboTbl
CONHEYHbIM Nydyam; 19; ronosHoro mo3ra, UHC; 3;
52,78+8,32% 8,3+4,6%
|

CoumanbHas
agantauma(yumtca,paboTaer);
11; 30-5617,68%
OTcTaeT B dU3NYECKOM
passuTuu; 23; 63,9+£8,0%

| ]
AHemun; 31; 86,11+5,76%

B [Matonorumn CCC; 3;

+4,6%
B Kapwuec; 30; B 3a6onesaHua MIC; 6; 8,3+4,6%
83,3346,21% 16,7+6,2%

Pucynox 8 — ComyTCTBYyrOIIasi MaToJOTUS W OCJIOKHEHUS, BBISBICHHBIC Y OOJIBHBIX
aucTpopuyeckuM OyIE3HBIM dnuaepmoin3om, n=36 (100%)

Takum o6pazoMm, y mnamnueHtoB JIBBD 3aduxcupoBana mnpeuMyIieCTBEHHO
coueTaHHass TUCYHKIUS OpraHoB U cucteM. [IpuuéM aHemusi, Kapuec U MOPAKEHUE
KKT IPEBAAPYIOT Y ITOJABIISIOLIETO OOJBIIMHCTBA OOJIbHBIX, a
(hOTOUYBCTBUTEIBHOCTh KOKH U aJIOMEIUsl BOJIOCUCTON YaCTH TOJIOBHI y CE0s1 0OTMEYAIOT
OKOJIO  TIOJIOBUHBI ~ 00cCieayembiX. Mbl  OTMETWUIIM, UYTO  KOHTPAKTyphl U
MCEBJOCUHIAKTHINM, CHUKEHHUE OCTPOTHI 3peHus B rpynme [IBbD -nocratouno yacroe
SBJICHUE, a MO3TOMY TpPeOyIOT OT TPaBMATOJOTOB U O(TAIBMOJIOTOB MPOBEICHUS
JUHAMHYECKOTro HaOMI0AeHUsI U NPO(UIaKTHIECKUX MeporpuaTtril. HacTopokeHHOCTh
CIELUAIUCTOB TEPBUYHOTO 3BEHA TaKke HEOOXOoJAMMa B OTOHONIEHWU MATOJIOTHUU
cepaedHo-cocyaucToil cucrtemsl (8,3+4,6%), yporenutanbHoro Tpakra (16,7+£6,2%),
SHJOKPUHHOU naTosioruu (5,56+3,82%), auchyHKIUMU IIEHTPaTbHON HEPBHOW CUCTEMBI
(8,3+4,6%) u maromoruu JIOP-opranos (11,1145,24%)).

CyuiecTBeHHbIE OTJIWYUS B TMPOSBICHUM COMYTCTBYIOUIEH TMATOJIOTUUA Mbl
3adukcupoBanu y namueHtoB ¢ JBBD u [IBBD. Tak, 63,9+8,0% O6onbubix JIBBO

OTCTalOT B (PU3UYECKOM Pa3BUTHUU, U JulIb y 5,954+2,58% [IBBD nmerorcst He1ocTaTok
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B pocte u Bece (Pucynku 6 wu 8) (P<0,001). AHOHHMXHS, KOTOpas HaMmH
nuarHoctupoBaHa y 72,22+7,47% mnauuentoB ¢ auctpoduueckoit gopmoii BBD, He
3apeructpupoBana Hu y onHoro ¢ [IBBD (P<0,001). Beicok ynenbHbll Bec HapyIlIEHUI
OJIA (66,67+7,86%) u 3a0oneBanuii oprana 3penus (61,11+8,13%) B rpynmne ¢ JIBED B
cpaBuenuu ¢ rpymnmnoi [IBED — no 17,86+4,18% (P1<0,001, P»><0,001). Takxe yactoTra
(yHKITMOHATBHBIX HapyLICHUI KEITYJOYHO-KHUIIIEYHOTO TpakTa (KKT),
MPOSIBIISIONINXCS HAPYIIEHHEM MOTOPUKHU KHUIIEYHUKA C 3all0paMu, PBOTOU, KOJIHUTOM,
racTpUTOM M CTEHO30M IIMINEBOJA, BBIABICHA JOCTOBepHO dyamie npu J[IBBD —
75,0+£7,21%, nvexenu mpu [IBBD — 30,95+£5,04% (P<0,001). DTu marojorudyeckue
COCTOSIHUSL MOTYT CIYXKUTh JIONMOJHUTEIBHBIMU KPUTEPUAMH B Ju(depeHnnaibHOMN
JMarHocTuke BhilieykazaHHeiX (opm BBD. K crurmam JIBBD MoxkHO oTHecTH H
aryIa3uio KOXH, BBISBIEHHYIO y 44,44+ 8,28% Takux mauueHTos, U aumb y 1,19+1,18%
¢ [IBBD (P<0,001), a Taxxe amomeruto — 50,0+£8,3% u 9,52+3,2% COOTBETCTBEHHO
(P<0,001).

B otimmume ot [ABBD, IIpBBD He nmporekan ¢ nHapymenuem OJIA u amasueit
KOKH, @ aHOHUXHUSI OTMEUYEHA TOJIBKO Y OJJHOTO OOJBHOI0, YTO HEOOXOJUMO YUUTHIBATH
npu audpepeHnmanbHoN quarnoctuke TunoB BBO.

Y  nanumenta ¢ Kungnep-cuHapoMoM — oTMeuanach — atpodus  KOXH,
MOUKWIOEPMUS, aJONeIusi BOJIOCUCTON YacTH TOJOBbI, aHOHUXHUS, OHUXOIUCTPOuUs,
MOBBIIIEHHAS] YyBCTBUTEIBLHOCTh K COJTHEYHBIM JIydyaM, Kapuec, Aedhopmaius 4YeatoCTH,
YKOpOUEHHAsi y3/€4YKa sI3bIKa, OMyXaHWe MAECEH, IMOpa)KEHUE CIU3UCTOM OO0O0JIOUYKH
MUIIEBOJIa U TOpTaHW, 3aboyieBaHHWe opraHa 3peHus. OH oTcTaBaid B (HU3UYECKOM
Pa3BUTUU, KAJOBAJICS HA OJBIIIKY, MOBBIIIEHHOE MOTOOTIEICHUE C HEMPUSITHBIM
3anaxoM [14]. [lamueHT HyXZJaiaca B NOCTOSHHOM MEIULMHCKOM COIPOBOKICHUU
CIEHUAIUCTAMU ONPENEIEHHBIX CHEUUATBHOCTE — TMeauaTpoM, MyJIbMOHOJIOTOM,
raCTPO’HTEPOJIOTOM, CTOMATOJIOTOM, JI€PMATOBEHEPOJIOTOM, OQPTaIbMOJIOTOM, IS
OKa3aHUs CUMITOMATUYECKOM Tepanuu 1 NaNIMAaTUBHON MTOMOIIIH.

C yd4eroM OCIIOKHEHUH M COIYTCTBYIOLIMX 3a0ojeBaHuid OonbHbIX BBD u3
BEIYLIMX CMEXHBIX CHEIUAIUCTOB MPAKTUUYECKOro 3ApaBooXpaHeHus PecmyOnuku

Jlarectan co3nana komuccus npu llentpe BBD I'BY PJI PKBJI (mpunoxenune Ne2 x
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npukazy Munzapasa PJI ot 17.012020 Ne43-JI). B e€ coctaB BOIUIM 3aBEIyIOIIHE
OTACJNEHUSIMU aJUJIEPrOJIOTUH, TAaCTPOIHTEpoJoruu, kKapauosorun c¢ namaron OKC,
Helipoundexuun, oropunonapunrosoruu ['bY PJI PKb, 3amectutens riaBHoro Bpada
no xupypruun ['BY PJI PKDb; Bpau-nienmatp, Bpauy-kapAuoJior, Bpad-Xupypr, Bpau-
OTOpPUHOJIApUHTOJI0T, Bpau-ractposnTeposor I'bY P/l JIPKbB; Bpau-ctomartonor I'BY
PJ1 PCII, Bpau-gerckuii cromarosior I'bY PJI PJICII, Bpau-nerckuii opransmomnor I'bY
PJ1 POB, Bpau-reneruk 'Y PJI PIILI.

B wmensix cBoeBpeMEHHOW MNPOGUIAKTUKH OCIO0XHEHUUW U COMYTCTBYIOIIMX
3a007€BaHUN Ha 3aceaHud HTOM KOMHUCCHUU YTBEPXKACH «AJTOPUTM OKa3aHUS
MEJIUIIMHCKOW MOMOIIU U TPOPUIAKTUKN OCTIOXXHEHUN y TucnaHcepHbIX 00apHbIX BBO
cnenuanucramu komrccuu [IBED» (Pucynox 9).

CoTpyIHMYECTBO 3aMHTEPECOBAHHBIX CIEHUAIUCTOB B ATOM (dopmare ¢
KoopauHanuen nx B3aumonernctsusa Llentpom BBD mo3Bosimiio peryispHO Oka3bIBaTh
IUcTiaHCepHbIM 00JIbHBIM BBD BhICOKOKBaANM(PUIIMPOBAHHYIO MEAUIIMHCKYIO TTOMOIIb,

YTO U3MCHHMJIO KQ4€CTBO HUX XHU3HH.



Hepmatoeeneponor I[P,
II'b, PKBT
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ITammesT ¢ BED

NaToNOrMA CMEXHON

v

Croeumamuct IIPE, ITT'B, Pecn.
M.O.: anneprozor
(Tepaneet!), ractposnTepomor
(repanert!), xapaHOTOTr
(repaneet!), Herpomor,

ITpu obocTpenun XHPYPT, OTOPHHOIAPHHIOJIOT,
KOKHOTO IIpomecca: IegHaTp, CTOMATOMIOT,
. npM HATHYHH
- TAKTHKA 00CHeNOBaHH pesynbrata obTaIEMOIOT.
SR8 FEHETHHECKOTO 1—TepanesT NP1 OTCYTCTEMK
- MapIOIpyTH3AMHA
PIIp MCCACAOBAHKA COOTBETCTBYHOUWEro acneynanucra B wWrare
- npodHIaKTHIECKHE {koHcynbTauma P, L6
réeHeTuKa ’
MEepOIpPHATHA
np KOMHCCHH A -
- PEKOMEHJAITHH L1B63) npodpMAbHBIN
JAUCTGHUMOHHO cneumanucr
4 A4 Y _  xomuccum LIB63
Komuccua ITBBE3. cornacyer
(nasuavaer)
AMCTaHLMOHHO B cocTape BegymIHe o6cnegosauue,
. TaKTUKY BEAEHHA,
> CIIEI[HATHCTEL: MapLIPYTH3aLMIO
nauMeHTa
1. JlepmaTOoBEHEpPOIOrH
Jepmatoseneponor LIB63 A
cornacyer (Ha3Ha4aer) 2. STOHOK
3. TI'acTposnarepomor
4. Kapanomxor
5. Heepomnor
6. Xupypr
7. OTopHHOIapPHHTOIOT
8. Ilegumatp
9. Cromaromor
10.0Odramemomor

npu Heobxoaumoc 1

CrannonapHoe, aMOyIaTopHad MEJUIIHHCKAT IIOMOING O HabIIoqeHHeM
npoduasHOro cnenuanucra komuccau LIBBI; «Illkxona obygenna marepein»
o yxoxny za bonmsusmvu BEJ; Pexomerpanmna

v

JepmaToreHepomor

IPb. IIl'b

CrienHamHCcT CMEKHOH CHEelHAIEHOCTH

Pb. III'b

A 4

A v

HuramMugecKkoe HaAOImOAeHHE

Pucynok 9 — Auroput™M oOkazaHUs MEIUIMHCKONM TOMOIIM U MNPOPUIAKTUKU

OCJIO)KHEHMH y AucnaHcepHbIx 00nbHBIX BBD cnennanucrtamu komuccun LIBBO
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3.4. Iloaxoa K Tepanuy BPOKXAEHHOI0 OYJLIIE3HOI0 AMMAECPMOIHN3A U €€

pe3yabTaThbl

Hamu mpoBoAMIIOCH CUMIITOMATHYECKOE U MTPOPUITAKTUIECKOE JIeUeHUE O0TbHBIX
BbD. Onu 6bu1M HanpaBIeHbl HA YMEHBIIEHUE IIOMIAAN U TSKECTU MOPAKEHUS KOXKH U
CIIM3UCTBIX 000JI0YEK, YACTOTHI COMYTCTBYIOIIMX MYJIbTUOPTaHHBIX 3a00JIEBAHUM, YTO
OylieT crnocoOCTBOBATh MOBBIIIEHUIO KAYECTBA KU3HU MallMeHTa. PoauTenu npouuu
oOyueHue mo yxonay 3a Takumu nanueHtamu B «lllkone oOydenust matepeit», mubo ¢
HUMH OBUIM MPOBEACHBI Pa3bsCHUTENbHBIE Oecelpl Ha 3Ty TeMy. OIHOW H3 3amad
NpoPUIAKTUIECKUX MEPOIPUATUM SBISIOCH MPEaynpexaeHrue 00pa3oBaHus My3bIpeil.
JI7st 3TOr0 BCeMy KOHTHMHIEHTY OOJIbHBIX OBLIO PEKOMEHJOBAaHO M30eraTh MeperpeBa
KOXKH, COOJItoasi TeMnepaTypHblid (IPOXJIagHbIN) pexuM OKpyxkarouien cpeabl. lloa
KOHTPOJIEM U C TIOMOIIbIO KOHCYJIbTAIIUM JIeHaIlero Bpaya AJisg NalueHTOB CO3aBAJIUCh
yCIOBUsL 0O€30IMaCHOTO MPOXKUBAHUS: MATKash aTpaBMAaTHYHas MeOelnb M HWIPYIIKH,
OJIeK]1a U3 MATKUX XJIOMYAaTOOYMa)KHbIX TKaHEW CO IIBaMHU HApyXy, Msrkas oOyBb,
3yOHast mETKAa ¢ MATKOM MIETUHON U PTopcoaepxkanias 3yOHas nacra. CoOntofeHue u
KOPPEKIIUS ITUX YCIOBUM MPOBOJUIOCH PETYISIPHO MPU TUHAMUYECKOM HAOJIIOACHUU.

Jlns mpoBeneHUs] TOJHOLIEHHOM CUMIITOMAaTHYECKOW Tepanuu BCE MAIUEHTHI
Obin  oOecredeHbl TOJOBBIM  3amacoM  JieKapcTBeHHbIX  mpemnapatroB  (JIII),
nepesizouHoro marepuana (IIM), neueOnbix nurarenbHbiXx cMeceit (JIIIC), BuTaMuHoB
1 MUKpPO3JIeMEeHTOB. [Ipu 3TOM MBI OpreHTHpOBaIUCH HAa pekoMenaannu ' bY3 MockBbl
MHIILAK A3M [35]. OToT npouecc HaMmu ObUT cucTeMaTu3upoBaH. Kak yka3bpiBanioch
paHee, y Bcex OOJIbHBIX ObliIa U3ydeHa TSKECTh TeUEHUsI 3a00JIEBaHUSI B COOTBETCTBUHU C
BEBS u oHu pacrnipeneneHnsl Ha YeThIpE TPYIIbl. Y UATHIBASA, YTO CTEIEHb €TI0 TAKECTU
onpenensaeTcs MWIOoNaaAblo, TTyOMHON U OCIOKHEHUEM MOPAKEHHBIX KOXKHBIX TOKPOBOB
U CIU3UCTHIX 000JIOYEK, KAXEKCHEH, Mbl OMPENeNuan JUIsl KaKIOW Ipynmbl OOIbHBIX
opuenTtupoBounbiit Habop JIIT, [IM u JITIC (Tabauna 12).

[Ton mnpuctagsbHBIM HAOMIOJCHUEM HAXOIWINUCh OOJbHBIC JUCTPOPUUIECKOM
dbopmoit BED, Tak kak B 3TOM rpymnme TeueHue 3adoneBanust HauOoee Tsokénoe. OHU B

oOsi3atennbHOM mopsiike mnonydanu «HyTtpuapunk» (OelkoBoe NHUTaHUE), KOTOPBIN
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MOXET CIIyUTh B KayeCTBE E€JUHCTBEHHOIO HCTOYHMKA NUTAaHUS, & B €r0 COCTaB
BXOAUT Takxke BUTaMUH D (Xonekanbiudepos), HeOOXOAUMBIN UM JIJIsl HOJJIEPKAHUS
dhochopnHo-kanbimeBoro oomena [48]. CocTosiHUE 30pOBBS OIIEHUBAJIOCH POBHO Yepe3
rojl B TOT € KaJICHAAPHBIA TMEPHUOJl - MPU BO3JAEUCTBUU HJCHTUYHBIX BHEIIHHUX
(akTOpOB HA  OpPraHU3M: TEMIIEPATyphl OKpYXKAlolel Cpelbl, HWHCOJSIINH,
MPOJOIKUTEILHOCTA CBETOBOTO JHS. B pe3ynbrare HaOMIOIEHHUS YCTaHABIMBAJIAChH
WHJMBUAYaJIbHAsT TEPEHOCUMOCTh TMAallMEHTOB K IMEPEeBS30YHOMY  MaTepuany,
JIEKapCTBEHHBIM IpenapaTaM 1 MUTaHUIO. Y 4acTu OOJIbHBIX ObLTa MPOU3BEICHA 3aMeHa
cyxoi ¢GopMbl OEIKOBOrO MUTAHUS HA JKUJKYKO CMECh, JIMOO OJHOIO TOPTOBOIO
HAaUMEHOBAHUSI Ha APYroe B CBSI3M C MHAMBUIYAIbHBIMU MpUCTpacTUsIMU OosibHOTO. C
Y4ETOM PpEaKlMH KOXKHBIX TMOKPOBOB W MaKpOOpraHu3Ma MOJ00HBIE KOPPEKTHUBBI
BHOCHWJIUCH B TIEPEBSI30UYHBIN MaTepHal U JIGKAPCTBEHHbIE CPEJCTBA, MPEIOCTABIISIEMbIC
OoonbHBIM. B mpoiiecce aucnaHcepHOro HaOMIOJEHUS ObUIM TOCIUTAIM3UPOBAHBI B
®denepanbHbie MeaUIIMHCKUE TIEHTPHI (. MockBa u 1. CankT-IleTepOypr) 12 00nbHBIX,
a o/lHa — B 3apyOexHOe MeIUIIMHCKOe yupexaeHue (ABctpusi). JByMm nanueHTam Tam
OBLIO TIPOBEACHO XUPYPTHUECKOE JICUCHUE TMCEBJAOCUHAAKTUIINU KUCTEU, a YETBEPhIM

IIpOBCACHA AujaaTanus nmumeBoaa.
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Tabnuna 12 — I'oguyHas noTpeOHOCTh B MEIUIIMHCKUX TMpenaparax 00bHbIX BBD B COOTBETCTBUU CO CTENEHBIO TAXKECTU

TCUCHU A
JlekapcTBeHHBIE CPEACTBA, MUTATE/ILHbIE CMECH, BATAMHHBI, Jlexaperse | Ko/MuecTs0 MEAMUNHCKHUX NPENapaToB Ha roA
Ne - HHasi Jlérkas Cpennsis Tsxénas OueHnb
n/ MEPCBA30YHBIN MAaTCPpHAJI ¢opma CTeNneHb CTeneHb CTeNneHb TsKEIas
n TeueHust Te4eHns Te4eHus CTeNneHb
Te4eHHus
Bensunanmernn| 3-(MUpUCTONIIAMIHO ) IPOTTVIT |aMMOHHH XJIOPUZ MOHOTHIpAT ¢irakon 6 24 120 120
1 150 it Nel
2 | Conkocepui Ma3b 20 1. Nel TIOOUK 6 12 24 36
3 | HekcnanteHoa masb 100 r. Nel ¢urakoH 6 12 24 36
4 | Hexcnantenon kpem 100 r. Nel ¢urakoH 6 12 24 36
5 | HekcnanteHona+Xnoprekcuautd kpem 100 r. Nel ¢urakoH - - - 60
6 | Copeli - oUNCTUTEINb AJIs1 KOXKH HA CUIMKOHOBOM ocHOBE 50 M Nel ¢urakoH 6 60 84 108
7 | Koxnslii antucentuk cupeit 250 mu Nel ¢urakoH 6 12 24 36
8 | Cynokpem 125 r. Nel Oanka - 6 12 24
9 | Ilpontocan rens 250 mr Nel ¢urakoH - - 12 24
10 | ITpontocan pactBop 350 mi Nel ¢utakoH - - 12 24
11 | bauurpauun+Heomuuun ma3zb 20 © Nel TIOOHK 3 3 6 12
12 | I'erramunmHoBas Masb 15 T Nel TIOOHK 3 3 6 12
13 | O6nenmxoBoe Macyo 100 mir Nel ¢itakoH 3 6 12 24
14 | PageBur 35r. Nel TIOOHK 3 6 90 180
15 | JlempoTeMHU3UPOBAHHBII reMoaepuBaT KpoBU TeasT Masb 20 r. Nel TIOOHMK - - 24 120
16 | Moynpogen cupon 100 mur Nel ¢itakoH - 6 12 12
17 | ®opaakc 10r. Ne20 IIOPOLIOK - - - 6
18 | INonuBuramunsi+Munepaist Ne30 TabJIETKH 6 6 6 6
19 | Hyrpunpusk (benkosoe nuranne) 322r Nel IIOPOLIOK - 24 48
20 | Maioexkka 400 r. Nel IIOPOLIOK - - 24 48
21 | IloBs3ka ¢ cepeOpOM M YCHIIEHHBIM BOJIOKHOM, ITOBSI3Ka MOJEIUPYEMBIC C MSTKUM CHIMKOHOBBIM | MOBSI3KH 12 600 1200 2400
TIOKPBITHEM, TIOBSI3KAa paHeBas CTEpWIbHas OAKTEpUIMIHAS HAa HETKAHOM OCHOBE THApOTeNieBas C
noHaMH cepedpa, (PUKCHPYIONIas MOBS3KA C MSITKUM CHJIMKOHOBBIM IIOKPBITHEM, TIOBSI3KA paHeBast
22 | DyacTuuHBIN TpyOUaThlil OMHT, OMHT IACTUYHBINA (PUKCUPYIONINH, TPUKOTaKHBIM TpyOUaThlii OMHT | OMHT 12 600 1200 6000
23 | CrepuibHble caneTKu caneTkn - 720 1200 2400
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PesynbraTel Tepanuu 33 6onbHbIX [IBBD otpaxenst B Tabmune 13.

Tabmuna 13 — Pe3ynbTaThl TOAWYHOTO JUCHAHCEPHOTO HAOIMIONCHUS W JICUCHUS

O0onbHbIX AucTpoduueckon popmoit BED

Ilopa:xenue JAMHaMHKa mapaMeTpoB Bcero

OPraHoOB M CHCTEM CHukeHue be3 uzamenenust Poct Ha0/1I0/1210Ch

(mapamerpbl noKasareJei noKasareJei noKasareJei aneno / %

BEBS) yucio / % upucio / % yucio / %

BEBS 15 11 (33,3+8,2%) 7 (21,2+£7,11%) 33 (100%)
(45,5+8,67%)

[Tmomans 4 (12,1£5,68%) 19 (57,6+8,6%) 10 (30,3+8,0%) 33 (100%)

MIOPAKEHUSI KOXKHU

Xponuueckue s3BbI | 3 (11,5+6,26%) 23 (88,5+6,26%) - 26 (100%)

KOKHBIX IIOKPOBOB

Pyobusrt mwa koxe | 1(3,343,26%) 28 (93,3+4,56%) 1 (3,3£3,26%) 30 (100%)

KUCTEH

PybuoBas amonerus - 21 (100%) - 21 (100%)

BOJIOCUCTOM  4acTu

T'OJIOBBI

[Topaxenue nosoctu
pTa

4 (13,8+6,4%)

25 (86,2+6,4%)

29 (100%)

[Topaxenue rma3

1 (7,77,39%)

12 (92,3+7,39%)

13 (100%)

[Topaxxenue 5(17,9£7,24%) | 23 (82,1+7,24%) - 28 (100%)
MUIIEBOJIA

Henocrarounocts 8 (28,6+8,54%) 18 (64,34£9,05%) 2 (7,1+4,85%) 28 (100%)
MTUTaHUS

Kak Bumno u3 Tabmuubl 13, BuUpMHUHTeMCKHM HHAEKC TSIXKECTU OYIIE3HOTO
snuaepmonusa (BEBS) yananocs nonusuts y 45,5+8,67% OonbHbIX, HO Y 21,2+7,11%
oH BbIpoc (P<0,05), a 33,34+8,2% coxpaHuiu ero Ha TOM ke ypoBHE. MbI HE yKa3bIBaeM
B TaOJIUIIEe BEJIMUMHY U3MEHEHUS TapaMeTPOB, TaK KaK OHAa COCTaBJIsjIa BO BCEX CIydasiX
ot 1 1o 3 6anoB. CHU3UTH cTeneHsb TsxecTu Teuenus JIBBD ynanock 3a cu€t perpecca
MaTOJIOTUYECKOTO COCTOSIHUSL TJia3, MHUIIEBOAA, CIU3UCTONM OOOJOUYKH TMOJIOCTU PTa,
ANIUTENN3AIUH SI3B KOXKU U MOBBIIIEHUS Macchl TeJa. UMEHHO CTeneHb MOPaKeHUS ATUX
OpraHoB M TapaMeTpPOB perpeccupoBajia IOJ BO3JACHUCTBUEM IIEJIEHANPABICHHO
MIPOBOAUMBIX JIEYEOHBIX MeponpusiTuid. [Ipuuém coxpaHeHre UX COCTOSHUS Ha TOM K€
YPOBHE TMOPAKEHHS B TEUCHHUE Tofla Mbl CUUTAEM IOJOXKHUTEIbHBIM PE3yJIbTATOM, TaK
KaK OTMEUYaJioCh HEYKJIOHHOE YXYJIICHUE UX COCTOSIHUS B MpouuioM. JIumibs y oJHOTro

nporpeccupoBaiu pyOibl Ha Koxke Kucted, u 'y 7,1+4,85% mnanueHToB 0TMEYanoch
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CHWKEHHME Macchl Tena. [IpuyéM kommeHcHpoBaTh HEJOCTATOK MUTAHUSL YAAIOCh Y
OospIiero KoimdecTBa HabOmomaembeix — 28,6£8,54% (P>0,05). CrmoxHoctn Hamu
3a)MKCUPOBAHbI B TIPOIIECCE€ TEpanuu KOXKHBIX TOKpPOBOB. Poct mmomaan eé
nopaxxeHuss ortmeueH y 30,3+8,0% wnabmogaembix ¢ JIBBD u Bcero y 12,1+5,68%
ymenblienue (P>0,05). B npouecce nuHamMu4eckoro HaOMIOJEHUS] Mbl OTMETHUIIH, YTO
pPE3KOE MNPOTPECCHUPOBAHUE TOPAKEHUSI KOXKHW OTMEYAETCS B JIETHUM MEPUOI. ITO
CBSI3aHO C KPYTJIOCYTOUHBIM KapKUM TeMIEpaTypHbIM PEKUMOM OKPY>Kalollel Cpesibl,
MPOJOIKUTEILHOCTh KOTOporo B PecnyOnuke JlarectaH coCTaBisIEeT TpPU-UYETHIPE
Mecsia. B 3TOT mepuoj MOSIBISIOTCS HOBBIE MY3BIPHBIE AJEMEHTHI, MPOUCXOIUT HX
MHQUIUPOBAHUE U U3bSI3BICHUE, PEUUMUB XPOHUUECKUX SI3BEHHBIX 3JeMEHTOB. UM 310
3adukcupoBano y Bcex 33 OonbHbeiX JIBBD. JloOuThbes mocnemyromiero perpecca
OCJIOKHEHHMM KOXHU B MPOXJIaJIHOE BpeMsl rojia yAaéTcsl HEe y BCEX MAlMEHTOB, U 4acTO
JEMOHCTPUPYETCS  PE3UCTEHTHOCTh K  MPOBOJUMBIM  MEPOIPUSITUSIM, KOTOPBIE
MO3BOJISIIOT  JIMIIb  TPEAYNpeuTh JajibHeilinee mporpeccupoBanne. C  yué€Tom
YCTaHOBJICHHBIX (PAKTOB HEOOXOJIUMO COXPAHUThH IJIONIA/Ib MOPAKEHUS KOXKHU B JICTHUM
epuo, 4ToObl B MPOXJIATHOE BPEMS I'0Jia CIIOCOOCTBOBATh YMEHBIICHUIO €€ IIOIIAAN
nopakeHus. Mbl caenaiv BBIBOJ O TOM, YTO JOOUTHCS 3TOTO MOXKHO, HU3MEHUB
TeMIEepaTypHbI pexuM npedbiBanus nanuentoB ¢ JIBB3, To ecTh nmpoBojs B jkapkoe
BpeMsl ro/ia MMOCTOSTHHOE KOHAUIIMOHUPOBAHKUE BO3/AyXa B cpejie mpeObiBaHusl OOJIBLHOTO
U MaKCUMaJbHO OrPaHUYUTh MPU STOM €ro npeOblBaHUE Ha YJIUIE B YCIOBUSIX
MOBBIIIIEHHON TEMIIEPATYPhl OKPYKAIOIIEH CPE/Ibl.

Hamu Taxxke wnHaOmogancs d>(PGexkT npoBOAUMOM Tepanmuu y  OOJBHBIX
norpanndHoit popmoit BB (tabnuna 14). YuurtsiBas Manyto BEIOOPKY OOJIBHBIX B 3TOM
rpymmne, jenaTh OJHO3HAYHbIE BBIBOJIBI MPEXKJIEBPEMEHHO, HO MBI OMPEACTIIN
OCOOCHHOCTH BEJIECHHUSI M pEKOMeHAaluu mnanueHtaMm, crpagatomum [IpBBED. Ilo
crernieHn TspkecTu 3aboneBanust (BEBS) OombpHble 3TOH ¢dopMol TeHOAepMaTo3a
OTHECEHBI K TpyIaM ¢ JIETKOW WU CpellHel CTeneHblo. B mpolecce quHaMHYEeCKOTo
HaOII0/IeHHs] ObLIO CKOPPEKTUPOBAHO JIeUEOHOE MUTAHUE B CBSI3U C MHIWBUAYAJIbHBIMU
MPEANOUYTCHUSIMA: TPOU3BEJCHA 3aMeHa CcyXxod QopMbl OENKOBOTO MHUTAHUS Ha

KUAKYIO. Y yactu OOJBHBIX HMCKIIOYEHBI W3 HpGI[CTOHI.HCfI 3a4BKH IICPCBA30YHLIC
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OWMHTEI Pa3IN4YHbIX MOI[I/I(i)I/IKaI_[I/II\/’I, TaKk KaK OTIIaJia HOTpe6HOCTB B HHUX, a IBYM

Ha3Ha4YCH CIa0MTENbHBIN Ipernapar A NpopuIakKTHKH 3aII0POB.

Tabmuna 14 — Pe3ynbpTaThl TOAWYHOTO JUCIAHCEPHOTO HAOIMIONCHUS W JICUEHUS
0oJbHBIX TTOTpannuHor Gopmoii BED

Ilopa:xkenne JMHaMKKa apaMeTpoB Bcero
OpPraHoB M CHukeHnue be3 uzmenenus Poct Hab.o1a10Ch
CHCTEM nokasareJiei nmokasareJiei nokasareJiei o / %
(napaMeTpH yucito / % uncio / % quciio / %

BEBS)

BEBS 3 (37,5£17,12%) 2 (25,0£15,3%) | 3 (37,5+17,12%) 8 (100%)
[Inomann 1(12,5+11,7%) 5(62,5€17,16%) | 2 (25,0£15,3%) 8 (100%)
MTOPAKEHUSI KOXKU

XpoHuueckue - 2 (100%) - 2 (100%)
SI3BBI KOJKHBIX

MMOKPOBOB

PyOuib1 Ha KOXKE - - 1 (100%) 1 (100%)
KHCTEH

PybuoBas - 3 (100%) - 3 (100%)
aJIoIeIus

BOJIOCHCTOM

YaCTH T'OJIOBBI

[Topaxxenue 2 (25,0+15,3%) 6 (75,0£15,3%) - 8 (100%)
MOJIOCTHU PTa

[Topaxxenue 1 (33,3+£27,2%) 2 (66,7+27,2%) - 3 (100%)
MHIIEBOIA

Henocratounocts - 5 (100%) - 5 (100%)
MMUTAHMS

Kak Buano uz Tabmuiel 14, unaexc tsokectu BB y Tpoux 6osbHBIX Bo3poc. U
NPUYUHOW TOMY YBEJIWYECHUE IUIOIIAAN MOPAXKEHUs Y JABYX INAIMEHTOB, a TaKXe
MIPOTPECCUPOBAHUE PYOIIOBBIX OCJIOXHEHHH KOXHM KHUCTEH Yy OJIHOrO. YXYJIIECHHE
COCTOSIHHSL KOXKHOTO IPOLIECCAa OTMEYEHO y OTLA M ChblHA, KOTOPBIE MPOXKUBAIOT B
BBICOKOTOPHOM MECTHOCTH C MPOXJATHOW CPEIHECYTOUYHOM TEMIIEPATYPOU JIETOM.
N3ydenne wux aHaMHe3a JKU3HU M KIMHUYECKOE OOCIeIOBaHUE TMO3BOJIMIIM HaM
YCTAHOBUTH MPUUUHY, KOTOpAasl 3aKIIOYaeTCsi B OTCYTCTBUHU YCIOBHM Oe30macHO
KU3HEACATEIIbHOCTH: YacTasi MEXaHUYECKash TPaBMaTU3alUs KOXKHU MPOUCXOIUT Y HUX
MIPY BBITIOJTHEHUH CEIBCKOXO3SIUCTBEHHBIX Pa00T. Y OCTaJIbHBIX MAIMEHTOB MOPAKEHUE

KOXH COXpPaHWUJIIOCh B TEX JKC I'paHUIAx, a y OJHOIO YMCHBUINJIOCH. Mel N3YyYHIIN
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BIIMSIHUE KapKOTO JIETHETO BPEMEHU rojia Ha COCTOSIHUE KOXKHBIX MOKPOBOB OOJIBHBIX
[IpBbD. IlamueHTbl OTMEYAarOT HECKOJbKO MOBBIINIEHHYI) aKTUBHOCTH OOpa3oBaHUSA
My3BbIPHBIX B3JIEMEHTOB B 3TOT mnepuod. OIHAKO 3aTeM B NPOXJIAJHBIN BPEMEHHOU
MIPOMEXKYTOK TOJla BHOBb 00pa30BaHbIE 3PO3UBHBIC AJIEMEHTHI OBICTPO PETPECCUPYIOT
Ha (oHe mpoBoauMOIl Tepanuu. [loaToMy MBI He 3adUKCUPOBATIU U3MEHEHHUS KOKHOTO
mporecca y 5 (62,5+17,16%) GonbHbiX, a y 1 (12,5+11,7%) oTmeTwnu yiydileHue
(P>0,05). V mocnegHero manueHTa Tak)Ke HaOJII0aOCh YMEHBIIEHUE MPOSBICHUS
3a0oneBaHus B oyiocT pra. Ha npexxHem ypoBHe, Kak cieayeT u3 Tabnuilsl 14, y Bcex
naTh OOJIBHBIX OTMEuallach KaxXxekcus. Mbl CBSI3bIBa€M 3TO, KaK yKa3aHO BBIIIE, C
MPEJOCTaBICHHON CYyXOH (opMOil OEIKOBOr0 MUTAaHUS, KOTOPYIO OOJbHBIE HE XOTENH
ynotpebsars. Ha ¢oHe mpoBoANMMOI KOMIUIEKCHOW KOHCEPBATHUBHOM Teparuu OJHOTO
OOJILHOTO MPEKPATUIU OECIIOKOUTD 3aTPYAHEHUS TP TJIOTAHUM TBEPAOU MUIIIH.

[Tarment, crpamatommii  KuHainep-CHHIPOMOM,  OTMEYAET  YMEHBIICHHE
o0pa3zoBaHus My3bIped U SPO3UBHBIX AIEMEHTOB Ha CIM3UCTON 000JIOUYKE MOJOCTH PTa.
[imomaap nopakeHus KOXKU 3a TOJl Y HETO HE U3MEHWIIACh, OJTHAKO B JIETHEE BPEMs rojia
MHTEHCUBHOCTh MaHHU(ECTalluM BBICHINIAHUM BO3pacTaeT. 3aTeM, B MPOXJIaJIHBIM
nepuoa, Ha (oHEe MPOBOAUMON Tepamuu, HX KOJUYECTBO PErpeccUupyer, HO
COXpAHSECTCS HA YYacTKaX KOXHM C TOBBIIICHHON TpaBMaTtu3zauuen. OcTaiabHbIE
napaMeTpbl (COCTOSIHME MHIIEBOAA, KaXeKCus, pyOIbl KOXHU KUCTEH) y Hero
COXPAaHUJIUCh Ha MPEKHEM YPOBHE.

PesynbTaTel Tepanuu OONBHBIX ¢ mpoctoir ¢opmoit BBD mbl paccmarpuBaiu B
pakypce Tpéx mnoArpynm: mnpoctod reprnetudopmubii [oynunr-Meapa, mnpocToit
reHepann3zoBanHbiii KEOHepa, mpocToil nokanuzoBaHHblll BeGepa-Kokeiina. B Tabnuiie
15 oTpaxkeHbl  pe3yabTaThl  TEpalMM  NAUEHTOB, CTPAJAIOIIUX  IPOCTHIM
repnetudopmubiM BED [loynunr-Meapa. DTta noarpyria coctosyia u3 12 4yenoBek, 4yTo
MO3BOJIMJIO HaM CJENaTh OMpPEAesIEHHbIE BBIBOJALI 00 OCOOEHHOCTSAX BEACHUSI OOIbHBIX

JaHHBIM I'CHOACPMATO30M.
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Tabmuna 15 — Pe3ynbTaThl TOAWYHOTO JUCMAHCEPHOTO HAOMIONCHUS W JICYEHUS
00JbHBIX ¢ TpocThIM reprietudopmbiM BBD Jloynuur-Meapa

IMopaxkenue opraHos JAnHamuKka napaMeTpoB Bcero

U CHCTEM CHuKkeHue be3 usmenenns Poct Hab.012710Ch

(mapamerpni BEBS) moKasareJiei moKasareJiei moKasareJiei meno /%
gncio / % gncio / % gncio / %

BEBS 4 (33,33+13,6%) | 8 (66,67+13,6%) - 12 (100%)

[Tnomane mopaxeHus 3 (25,0+12,5%) | 8 (66,67+13,6%) 1 (8,33+8,0%) 12 (100%)

KOXH

PyOub1 Ha KOXKe KUCTEH - 4 (100%) 4 (100%)

PybuoBas anomnernus - 3 (100%) - 3 (100%)

BOJIOCUCTOM YacTH

T'OJIOBBI

[Topaxkenue nonoctu 2 (25,0+£15,3%) 6 (75,0£15,3%) - 8 (100%)

pTa

[Topaxkenue nuiieBo1a - 2 (100%) - 2 (100%)

HemocraTtouHocTh 2 (40,0+£21,9%) | 3 (60,0+£21,9%) - 5 (100%)

MTUTaHUS

Kak BugHo m3 Tabmuusl 15, miomanb MOpakeHUsI KOKU YBEJIMYMIIACH JIUIIb Y
OJIHOTO MAalMeHTa, HECMOTPS Ha TIIATEIbHO MPOBOAMMYIO TE€pAINIO, KOTOPbIA AKTUBHO
3aHMMAJICS BOJIEHOOJIOM, UYTO IPHUBOJAMUIIO K PETYJSIPHOM TpaBME€ KOXHU U TOSIBICHHUIO
ny3bipeil. OTHaKo 3a CYET BOCCTAHOBJIEHHUSI MACChI TENA, TO €CTh CHUYKEHUSI TIOKa3aTens
«HenocraTouHoCcTh mUTaHUS» 1O HYJsL, — HE ObUIO pocta mokazareneid BEBS. V ero
Opara, co3aaBuIero 0e30MacHy0 OKPYXaIOIIYI0 Cpeay, MOPaKeHUs: KOKHBIX MTOKPOBOB
3HAYUTEIBLHO PErPECCUPOBAIIN 3a ToA. Takoil ke MOJ0KUTENbHBIN Pe3yJIbTaT OTMEYAIOT
emie aBoe manueHtoB. [lociaenHue MpoOBOAWIM PEryJIipHOE MECTHOE JIEYEHUE U He
JOIyCKaJIl MEXaHUYECKON TpaBMbI, U Ha 3TOM (POHE (PUKCUPOBAIH PETPECC NOPAKEHUN
Jaxe B Kapkoe Bpems roja. llooKuTeNnbHY0 ITMHAMHMKY TOKa3zaTejaed HaOmoaald y
JBYX MALIMEHTOB B CHUKEHUU YaCTOTHI OSIBJIEHUS MTy3bIPHBIX 3JIEMEHTOB HA CIM3UCTON
000JI0YKE MOJOCTH PTa, a MPOrPECCUPOBAHUA HU y KOrO B TEUEHUE rojaa He ObLIO.
Crnoco0cTBOBaJI 3TOMY OTKa3 OT IpyOO MU U KECTKUX 3yOHBIX IIETOK.

Takum oOpa3omMm, HaOmoAaIach TEHACHIMS B MaHU(ECTallUU HOBBIX OYJIIE3HBIX
AJIEMEHTOB,  OCHOBHBIM  IPOBOLUPYIOIIUM  (AKTOPOM  KOTOPBIX  SIBJISJIACH
TpaBMaTu3alus KOXU. IIprd€M INpu BBICOKOW TEMIEPATYPE OKPYKAOLIEH CpPEIbI

JIOCTATOYHO JETKOTO BO3JACHCTBUS, 4 B OCEHHE-3UMHUN NEPUOJ HEOOXOAUM >KECTKUIM
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KOHTakT. B To ke Bpemss mnpu oOecrnedeHUH O€30MacHOi OKpyXarolle cpessl
NIEPBUYHBIE AJIEMEHTHl HE MOSBISJIMCH HE3aBUCHUMO OT BpeMeHu roja. Ha stom ¢one
TIIATETBHBIA  yXOJ 3a KOXEW, B YacCTHOCTH, VYBIAXHEHHE WHAUBUIYATbHO
0100paHHBIMUA KpEMaMU, IPUBOAUT K TIOJHOMY BOCCTAHOBJIEHHIO KOJKHOT'O MOKPOBA B
XOJIOTHOE BpeMs ToJa.

B pabore c¢ mamwentamu, ctpanaromumu [IBBD  Jloynuar — Meapa,
3¢ ()EKTUBHBIM SBIISIETCSI pAaHHEE BCKPBITHE MY3bIPs, IIOCJE YEro pa3pacTaHue dJIEMEHTa
MIPEKpAIIAETCs], a CBOEBPEMEHHAsI MECTHAs Tepamus BeAET K SNUTENN3alUN HE3aBUCUMO
OT TeMIepaTypsl OKpyawlued cpenbl. [IpeanouTuTenbHbIM SBISETCS MECTHOE
JICYEHHE PaHbl B OTKPBITON (popMe O€3 MepeBsI30UHbIX MAaTEPUATIOB, KOTOPBIE BHI3BIBAIOT
HEKOTOPOE TMOBBIIIEHHE IOTOOTIAEIEHUSI M, KaK CIEICTBHE, Mallepalui0 KOXH Y
0onpHBIX oaTunoM [loynunr - Meapa [IBBD. TmarensHoe coOmroieHne NalueHToOM
ATUX Tpeanucanuii mo3ponausio cHu3uth emy BEBS ¢ 9,25 no 4,25 6amios. Y onHoro
O00JIBHOTO  3a(MKCHpPOBAaHAa CBSI3b YCWIEHHS] JKCCYyAAllMd  3PO3UBHO-SI3BEHHBIX
AJIEMEHTOB C OCTPBIM PECHUPATOPHBIM 3a00JIEBaHUEM, U MPOQPUIAKTUKA MOCIEIHETO
SABJISIETCA HEOOXOAUMOUM MEPO B IPEAYPEKIECHUN 00OCTPEHUH.

HaOmronenne 19 manmeHTOB ¢ mOpocThIM TeHepaniu3oBaHHbiM BBD Kéonepa
oTpaxkeHO B Tabnuie 16. B pesynbrare mpoBenEHHBIX JIe4EOHO-MPODUIAKTUYECKUX
Meponpuatuid 'y 52,63+11,5% O0abHBIX yJal0Ch YMEHBLINTH IUIOIIAJb MOPaKEHUS

KOXHU U UHACKC TAXKCCTH 3a00JIeBaHUs.

Tabmuma 16 — Pe3ynbTaThl TOAWYHOTO JUCIAHCEPHOTO HAOIMIONCHUS W JICUEHUS
OOJIHBIX C TPOCTHIM reHepanuzoBanHbiM BBD KéOnepa
ITopa:xkenue opraHoB u JAnHamuKka napaMeTpoB Bcero
cucTeM CHM:KeHHue Be3 u3MeHenus Poct Ha0.110/12710Ch
(mapamerpni BEBS) moKasareJiei moKasareJiei moKasareJiei ameno / %
gncio / % gncio / % gucio / %
BEBS 10 (52,63£11,5%) | 5(26,32+10,1%) | 4 (21,1£9,4%) | 19 (100%)
[Tiomae mopaskeHust 10 (52,63£11,5%) | 5(26,32+10,1%) | 4 (21,1£9,4%) | 19 (100%)
KOJKH
PybuoBas anomnerus - 1 (100%) - 1 (100%)
BOJIOCHCTOM YacTh
T'OJIOBBI
[Topaxkenue noxoctu - 2 (100%) - 2 (100%)
pra
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Manudecranust 3aboieBaHUsT B OSTOM MOATPYIINE OTPaHUYEHA 33 PEIKUM
HCKJIFOUEHUEM KOXKHBIMHU MTOKPOBaMH, KaK MPaBUIIO, C JIOKAIU3alUEe HA KOHEYHOCTSIX.
Jluib 'y nBoux 3aUKCHUPOBAHBI IMY3bIPU CIU3UCTOM OOOJIOYKH MOJOCTH PTa U Y
OJIHOTO- pyOI1I0Basi ajonenusi BOJIOCUCTON YacTu TOJOBBL. Y 5 (26,32+10,1%) 00nbHBIX
¢ atuM noarunom [IBBD orMeuanucs xano0bl Ha 3y KOXKH B KapKoe Bpems roja u'y 4
(21,1£9,4%) u3 HUX 3aDUKCUPOBAHO yBEIWYEHHUE TUIOMIAAN NTopaxkeHus koxu u BEBS
(Tabmuma 10). OOmupHOE TpaBMHPOBAHWE KOXKHM MW, KakK CIEJICTBHUE, IOSBIICHUE
MEPBUYHBIX MOP(OJOTMYECKUX IJIEMEHTOB MPOUCXOAUIO y OSTUX TNAIUEHTOB B
npouecce pacu€écoB. KynupoBars 3yl y1aBamoCh TOJbBKO B OXJIAKIEHHOM ITOMEIICHUH,
OCHAILIEHHOM CUCTEMOW KOHJIMLIMOHUPOBAHUS BO3AyXa. Y OJHOW U3 HUX, C JTAOUIBbHON
MICUXUKOM, 3y KOXU YCUJIMBAJICS Takxke UM Ha (oHe HepBHOro crtpecca. Eil Obuin
HAa3HAYCHBI CEJATUBHBIE NpEnapaTtbl — HACTOWKA MYCTBHIPHHUKA W BallepuaHbl. Emé 5
(26,32+10,1%) manmmeHTOB CBSA3BIBAIOT C YKapOW MPOTPECCHPOBAHUE KOKHOTO MpoIiecca
(6e3 mposBieHUs 3yJa KOXH), TaK KaK B JICTHUN TMEPUOJI MOSBISIOTCS MY3bIPHbBIC
AJIEMEHTHI J1a’Ke€ B MECTax HE3HAUYUTEIbHOW MeXxaHW4YecKo TpaBMmbl. MM HEoOXxoamMMO B
ATO BpEMs rojia HOCUTh MSTKYIHO OOYyBb, OrPAaHUYMUThH MELIME MPOTYJIKH, OXJIKIATh
BO3JyX B MecTax MpeObIBaHUS M, TakuM 0O0pa3oM, obOecneyuTbh Oe30macHyIo
OoKpyxarouryto cpeny. B 1o ke Bpems 9 (47,37+11,5%) OOABHBIX HPOCTHIM
reHepanu3oBaHHeiM BBD KEOHepa yka3biBalOT, UTO COCTOSIHUE KOXHBIX IMOKPOBOB
HUKaK HE CBA3aHO C JKapoll H B TEUYEHHE BCEr0 TroOJa OHO OIpEeaeNaeTCs
MHTEHCUBHOCTHIO HAHECEHHOW MEXaHUYECKOU TPABMbI MPU padOTE B XO3SUCTBE.

CnenyeT MHOMYEPKHYThb, YTO [Jisi BceX OOJbHBIX TeHepain3zoBaHHbiM [IBBD
Kébnepa oOs3arenbHa Oe3omacHasl OKpysKaromias cpena, a s 4YacTH M3 HHUX
HEOOXO0IMMO u30eraTh Jaxke JIETKOrO0 BO3JCHCTBUS HA KOXKHBIE TMOKPOBBI B JIETHEE
Bpems roaa. JlJisi mOCHeqHNX, a TaKXKe JJIs MAIMEHTOB, CTPAJAIOIINX 3YJIOM KOXU IpU
MOBBIIIEHUH TEMIEPATyphl BO3/yXa, CTAOMIM3ALMS COCTOSIHUSI OTMEYAEeTCs IMpU €ro
OXJIAJKICHUU.

Mpb1 Takxke MpOBEIM CUMITOMATHYECKOE M MpOPUIAKTHYECKOE JieueHue 353

namnueHTam ¢ mpocteiM BBD nokanuzoBanusiM Bebepa-Kokeiina (Tabmuma 17).
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Tabmuna 17 — Pe3ynbTaThl TOAWYHOTO JHUCMAHCEPHOTO HAOIMIONCHUS W JICYEHUS
OOJIbHBIX C TPOCTHIM JIOKanu3oBaHHBIM BBED Bebepa-Koxkeiina
Ilopa:kenue opraHoB u /luHaMKKa napaMeTpoB Bcero
cHCTeM (mapamMeTpbl CHuKeHue be3 usmenenns Poct Hab.o1a10Ch
BEBS) nokasareJiei nokasareJiei nokasareJiei ancrno / %
yncio / % yncio / % yucio / %
7 40 6 53

BEBS (13,21+4,65%) (75,47+5,9%) | (11,32+4,35%) (100%)
[Tnomans mopa>keHust KOxXU 7 40 6 53

(13,21+4,65%) (75,47+5,9%) | (11,32+4,35%) (100%)

Kak Bugno u3z Tabmuuel 17, mumb y 13,21+4,65% cHusmics nmokasarelnb II01a1u
nopakeHus:i Koxku Ha 1-2 Gamna, a y 75,47+5,9% oH coxpaHuiics B TeX ke o0bEémax
(P<0,001). Owuarm mnopaxeHUss KOXH SBISUIUCh €IUHCTBEHHBIM MapaMeTpoOM,
omnpenensaonuM obmiee koauuectBo OamioB BEBS npu stom moarune ITIBBD.
CnoxHOCTh MPOMUIAKTUYECKUX MEPONPUITUH U TEepanuu ONpeAessuia TUIUYHAS
JOKanu3aius mopakeHuil B o0nacTu kucte u cromn. Ha HUX momanaer Harpyska npu
BBITIOJTHEHUU OOJIbHBIM HEOOXOJMMOT0 MHUHUMyMa (DU3UYECKUX [BIXKCHUN MpH
CaMOOOCITY)KMBaHUU: XO0/b0a BBI3BIBAET TPEHUE KOXKU CTOI;, HAMHCaHUE TEKCTOB -
NABIICHHE PYYKOM - TpPaBMHUPYET KOXYy KHUCTEH. Pe3ynpTaTrel CHMITOMAaTHYECKOU
Tepaluu 3aBUCEIM OT HSKCIPECCUBHOCTU T€HA, OTBETCTBEHHOTO 3a CTEIEHb
¢denorunuueckux  nposienenunit  [IBBD  Bebepa-Kokeitna. 310  ompegensiio
WHJIMBUAYAJIbHBIA MOJIXO0/ B JICUCHUH, TPOPUIAKTUUECKUX MEPONPUITUSAX U CO3JTaHUU
0e30MmacHOl OKpy’Karolieh cpenbl Kaxjaomy nanueHty. [logaBinstomniee OOIBITUHCTBO
OOJIbHBIX, CTPAJAOUIMX ATUM TMOATUIIOM TE€HOAEpMaTo3a, OTMeYalau OOOCTpEeHue
KOJKHOTO TIpoIiecca B JIeTHEE apkoe Bpemsa roma — 49 (92,45+3,63%) denoBek
(P<0,001). B To Bpemsa kak ponutenu 2 (3,77+2,61%) nereit B Bozpacte 5 u 7 et
YTBEpXKJAIU, YTO COCTOSHME WX pPEOEHKa HE 3aBUCEN0 OT BpPEMEHHM Troja, a 2
(3,77£2,61%) Opara 31 u 33 ner oTmewanu yiyuuieHue JetoMm. llocnennue xoth u
OTMEYaJIM YBEJIWYEHHUE KOJMUYECTBA Iy3bIpEed JETOM, HO HX COAEPKUMOE ObLIO
CEpPO3HBIM, a 3UMOM THOWHBIM W 3MUTEIU3AIMS paHbl MpOTeKala OoJjiee IIUTENIbHO.

Hano ormeruTh, 4yTOo OONBIIYI0 YacTh BpeMeHM o0a OpaTa NpOKUBAIM B APYroi
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KJIIMMaTU4YecKo 30He (ropox MockBa) W moAoOHOE TeueHHUe 3a00JIeBaHUS CKOpeEe
kazyuctuueckoe wuckiarouenue st [IBBD  nokanmuzoBannoro BebGepa-KokeitHa B
ycnoBusix PecniyOnuku [larectan. YkazaHHOe Bblle yXYZAIIEHHE KOKHOIO MpOLECca B
xapy y 92,45+3,63% O0JIbHBIX BbIpakaloCh B YBEJIMUYCHUU KOJIUYECTBA My3bIped U UX
HAarHOEHWH, a TaKXke yMIMHEHUU rnepuoia snutenusanuu. Y 2 (3,77£2,61%) 0onbHBIX
Ipd 1TOM B JIETHUM TMEpUOJ TOSBISICA 3y KOXH, a MpU pacyécax My3bIpu
ManudectupoBanu Takke u Ha Tynosumie. Illectepo (11,324+4,35%) Oo0abHBIX
KaAJOBAJIUCh HA HECTEPNUMYIO0 OO0Jb, COMPOBOXKIABIIYIO OOpPa30BaBIIMIICS MY3bIPh
BIUIOTh A0 €ro BCKpbITHs. [Ipuuém nocnennue BxomsaT B umcio 8 (11,32+4,35%)
MalMEeHTOB, Y KOTOPBIX OYJUIE3HBIA 3JIEMEHT Ha KUCTSIX M CTOMAax 3ajerai riyooko,
BCErJla C THOWHBIM COAEPKUMBIM, HO CAMOCTOSITENILHO U MPU MPOKAJIBIBAHUYN UTJION HE
BCKphIBajics. JlJisi peHupoBaHus My3bIpeil y HUX 2-3 pa3a, B T€UEHUE Troja, ObUIH
MIPUBJICYEHBl XUPYpru. Mbl HAOMIOJATU y 3TOr0 KOHTHHTEHTA TaKXe MEePUOTUYECKU
BO3HUKAIOIME HAa MECTE TPEeHHs (TpaBMbl) MEPBUUYHBbIE MOP(POJIOTHUECKUE DJIEMEHTHI
TYJOBUIIA, KOTOPBIE, OJHAKO, BCKPHIBAJIIUCH OUYE€HB JIETKO — CAMOCTOSITEJIbHO WA TIPU
npoKaibiBaHu uriol. Takum 00pa3om, MPHUBIEUEHHE XUPYypra HEOOXOJIUMO TOJIBKO
JUISl TPEHUPOBAHUS Y HUX JIAJJOHHO-TIOJIOMIBEHHBIX My3bipeit. Kak BugHO M3 TabGmuilsl
17, poct miomanu nopaxeHuss koxu Hadmopaics y 6 (11,32+4,35%) OonbHBIX, a
o0ycnoBJeH OH ObUI PSAOM (PAKTOPOB: OTCYTCTBHE O€30MACHOW Cpeibl, peryisipHas
JUIUTENbHAs X0/Ab0a, HamucaHue OOBEMHBIX TEKCTOB, AaKTHUBHBIE (PU3UYECKUE
yrpaxHeHus: B JeTHui nepuon. B atoit rpynme 7 (13,21+4,65%) mariueHTOB UMENH
MOJIOKUTENIbHYI0 TMHAMHUKY KOKHOTO IIpoliecca B TEUEHHE T'0Jla B CBSI3U C TEM, YTO OHHU
cobmoaa MPOoUIAKTUYECKUE PEKOMEHJAMKU: PE3KO OTrPAaHUYMIIA  (PU3UUECKYIO
Harpy3ky, ooOecnedmwian O€30MacHyl0 cpely MpOXKHMBAaHUS UM  HAXOJIUJIUCh B
KOHJIUIIMOHUPYEMOM TOMelleHuu. B 3Ty rpynmy BOUUIM JABa MallMEHTa, KOTOPBIE
yKa3bIBaJld O TOM, YTO HA COCTOSIHUE MX KOKHBIX MOKPOBOB HE BJIMSIET TEMIIeparypa
OKpY’KalolIEero BO3/yXa, a TakKe JBE OEepEeMEHHbBIC KEHIIUHBI, KOTOPhIE B CBS3U CO
CBOMM (PU3MOJTOTMYECKUM COCTOSIHUEM BBIHYXKJICHHO OTrPAHUYIIN  (PU3HYECKYIO

AKTHUBHOCTD.
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[IpoBenéunoe HaOmonenue 3a nanueHtamu [IBBD nokanuzoBanHbiM BebGepa-
Kokelina mo3Bonmin pa3paboTaTh UM peKoMeHAanuu. Tak, B JIETHUN MEpHOJl HYKHO
OTpaHUYUTh (PU3UYECKYI0 AKTUBHOCTH (X0/1b0a, 3aHSATUS NHUCAHHUEM, CIOPTUBHbBIC
UTPbI), HEOOXOJUMO HaXOAUTHCS B OXJIAXKAEHHOM MOMEIIEHUH, IEPEIBUTATHCS 110 JOMY
B JETKUX HOCKaX, YacTo 00pabaThiBaTh KOHEYHOCTH XOJOJHOM BOJOM WU
MPUKIAAbIBATh JIEN, a B 3UMHEE BpEMS HE PEKOMEHIYETCS MEPErpeBaTb CTYIHU
Ype3MepHO TEMIOM 00yBbIO U HOCKaMmu. VM 1ienecoo0pa3Ho MIPOBOAUTH YACTYIO CMEHY
0o0yBH (00si3aTeNbHO MsiTKasi 00yBb), UTOOBI HE JOIMYCKaTh TPEHUSI OJAHUX U TEX K€
y4acCTKOB KOXHU. [[7s1 ObICTpOMl pereHepanui My3bIpd HYKHO BCKPBIBATH KaK MOYKHO
paHbliie U 00padaThIBaTh PEreHEPUPYIOIIUMU MIpErapaTaMH.

Ymenbuienue nnaekca tsoxkectu BEBS ¢ 17,75 no 16,75 y manumenta ¢ Kunanep-
CUHJIPOMOM TMPOU30IUIO 32 CUET CHUKEHHUS YacTOThl MaHU(ECTAlluu BBICHIIAHUI Ha
cIu3ucTo 00o0ouke mojocTu pra. [lopaxeHue KOXu, MUIIEBOAA, HEJOCTATOUYHOCTD
MUTAaHUS ~ COXPAaHWIHUCh Yy HEro Ha TPEeXHEM  ypoBHE.  3apuUKCUPOBAHO

MMPOrpeCCUPOBaAHUC KOKHOI'O ITPOLECCa B JICTHCC BPEMA U PCMUCCHUA B XOJIOJHOC.
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I'/TABA 4. AITPOBAIIUA JANCTAHIIMOHHOI'O OPOPMATA
JUHAMMUUYECKOI'O HABJIOJEHUA BOJBHBIX BPOXIEHHBIM
BYJUIE3HBIM SIUJIEPMOJIN30M

Bce mamumentsr, ctpagatomue BbD, k centsbpro 2020 roma Bomuim B
pecryONIMKaHCKUA peecTp W B3SIThl MOJ AucnaHcepHoe HabmoaeHue [lentpom BBO
I'bY P PKBJ. Ilpuuém 40 (31,5+4,12) uz 127 npoxuBarOT HEMOCPEICTBEHHO B
CTOJIMIIE PECMYOJIMKA U TOPOJE-CIyTHUKE, a Il OCTAJbHBIX OCYIIECTBIEHHUE OYHOU
KOHCyJbTaluu B LleHTpe upeBaTo HEOOXOIUMOCThIO NJIUTEIbHOU TPAHCIIOPTUPOBKU U3
IPYTHX TOPOJAOB W PAaiOHOB PETrMOHA. JTO CTPECC ISl MAlMEHTAa U JOMOJHUTEIBHOE
TpaBMUpOBaHUE KOXKU. OHAKO TaKUE K€ MPOOJIEMbI UCTIBITHIBAIOT U KUTEIIU CTOIUIIBI
IIPU TPAHCIIOPTUPOBKE IO TOPOAY, a Yrpo3a UH(PUIHUPOBAHUS HOBOM KOPOHABUPYCHOM
nHdekuuel BoeiBena popMar ux JUCTAHIIMOHHOTO KOHCYJIbTUPOBAHUS B IPUOPUTETHBIM.

B cBs3u C BBIIEU3IOAKEHHBIM Mbl MPOBEIU aMpoOaIUIi0 MPOrPAMMHOIO
kommiekca — Coep3aoposre/DocDoc, KoTopbli  mpenoctaBieHn  I'BY  PJ|
«PecnyOnukaHckuil KoxHO-BeHeposjorndeckuid nucnancepy OOO «HoBanmoHHas
MEIUIMHA». MeXIy pyKOBOAUTEIAMHU YUYPEKICHUN 3aKIIOYEH COOTBETCTBYIOIIUN
JIOTOBOP O TMpaB€ MCIOJIb30BAHUSI MPOTPAMMHOTO OOECleueHusl Jisl MPOBEIACHUS
koHCcynbTauuit Bpadamu ['BY PJI PKBJl ¢ npumMeHeHuem TeneMeIUIUHCKUX
TEXHOJIOTUN, a TaKXKe NUCTAHIIMOHHOTO MEIUIIMHCKOTO HAOIIOJIEHUS] 3a COCTOSIHHUEM
3n10poBbs manueHToB B Pecnybnuke [larectan. IIporpamma 3apeructpupoBaHa 3a Ne
2018662414 B peectpe Pocnarenta.

Bce maunmentet monyuuwnun B rpynny  WhatsApp  mpeseHTanui U
BUJICOUHCTPYKIIMIO  TOJb30BaTeNlsi  MOOUJIBLHOIO MPUJIOKEHHUST  MPOTPaAMMBI
Coep3nopoBbe/DocDoc, a Takxke rpynmnoBble KOHCYJIbTAllMK OT CHELUUAIUCTOB OT/ElNa
nHpopMamoHHO - TporpamMuoro odecnedenus (MI10) I'bY PJI PKB/I. [lns sToro mo
reorpauueckoMy MPUHIIMITY ObUIM CO3/IaHbl YaThl OOYUYEHUs MAIMEHTOB B KOJUYECTBE
no 20 yemoBek. B ware mocnme HMHCTpyKTaka NPOBOAUIMCH WHIWBUIYaTbHbIC

KOHCYJIbTalluN IIOJIL30BaTENICH MOOMILHOTO IIPUITOKCHUA.
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Bpauu Ilentpa B KonudecTBe 6 YEIOBEK TakkKe H3YYWIM (yHKIIMOHA
porpaMMbl Ha JUCTAHIIMOHHOM CEMHHape, OpPraHu30BaHHOM CIIECUAJIMCTAMU
KOMIIaHuu npouspoautens npoaykra - OOO «HoBanuonHas meaunuHa». [Iporpamma
MO3BOJISIET TMPOBOAUTH KOHCYJIbTAIlMM B ACHHXPOHHOM M CHHXpPOHHOM (opmare,
oOMmeHuBathcsi uHpopmanuet B ¢dopme mnepenucku. [Ipm 3TOM aBTOMATHYECKHU
(dukcupyeTcsi corjacue MalueHTa Ha o0paboOTKy €ero MepCOHAJIbHBIX JaHHBIX U
nepegadyy MX TPEThbUM JIMIIAM TpU BXOJe B (YHKIIMOHAN CEpBUCA MYTEM HaXKaTUs
KOMaH/ bl «BouTm.

[IpenocTaBieHHON yCIyrod BOCHOJIB30BAIMCH BOCEMb jeTei OonbHbIX BBO:
CeMepo CTpadaroT pereccuBHOM auctpoduyeckoit dopmoit BBD um onmH- mpocThiM
repanetudopmubiM  BBD  Jloynunr-Meapa. J[Bym mnanuentam ¢ okajio0aMu  Ha
MIPOTPECCUPOBAHMUE TICEB/IOCUHIAKTUINN PEKOMEHIOBAHO OOPATUTHCA K CHEIUAUCTaM
XUPYPruyeckoro npodus, BXOASIINUM B COCTaB MeIuIIMHCKOU komuccuu Llentpa ['BY
PJ1 PKB/I, uto 6bu10 caenano B ¢popmare ouHoro npuéma. B 1o ke Bpems miectepbiM
OOJIbHBIM C JKaJlo0aMU Ha YPE3MEPHYI0 CYXOCTh U 3yJ KOXU, XPOHUYECKHUE SI3BBI
Hapy>XHBIX TTOKPOBOB, PACHpPOCTPAHEHHE THOMHUYKOBBIX BBICHIMAHUM, MaHUDeECTAIUIO
HOBBIX OYJUIE3HBIX JIEMEHTOB Ha3Hau€Ha JAUCTAHIIMOHHO CUMIITOMATHYECKas Teparusl.
VY Tpoux u3 HuX ObUla HEOOXOJMMOCTh B IMOBTOPHOM HAOJIOJEHUU U KOPPEKIUU
JIEYEHMS, KOTOPYIO 3aIUIaHMpOBAIM W TPOBENU dYepe3 Heaento. J[Bomm u3 HHX
TpeboBajach eié U TPEThs OHJIAHH KOHCYJIbTAIMS, OCYIllecTBIEHHAs yepe3 10 aueil.

Cemepo 3 0OOpaTHBIIMXCS OBUIM >KUTEISIMU CTOJUIIBI PECIyOJIIMKKM U TOpojia
CIyTHUKA U BCE C TOKEION penieccuBHOM aucTpoduueckoit dopmoit BBD - unpexc
Tspokectd ot 37,0 mo 82,0. I HHUX OYHAs KOHCYJbTalUSl SIBISIETCS CTPECCOM:
TPAHCIIOPTUPOBKA (HEKOTOPhIE B MHBAIMIHOW KOJSICKE), CHATHE OACKIbl U TMOBSI30K
aBisieTcs OoJie3HEeHHOM mnpouenypoi. Ilanuent ¢ mpocteiM repnetudopmusiv BB
Hoynuur-Meapa (BEBS-7,5) npoxuBaeT B OTHAJIEHHOM pailoHE PecnyOIMKU U €My,
TakuM 00pa3oMm, MPeJOCTaBICeHA MEIUIIMHCKAs YCIyTra BbICOKOKBAIU(PUIIMPOBAHHOTO

cnenuanucra Llenrpa.
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UYepe3 mecsll Mbl HU3YyYWJIM MHEHHS 3TUX OOJBHBIX O pe3yJibTaTax OHJIANH
KOHCYJIbTUPOBAHUS: CEMEPO OLECHWIN Takou opmar st cedsi Kak MPUOPUTETHBIN, a
OJIMH MPU3HAJ €r0 HEMPUBBIYHBIM, HO YA0OHBIM U 3()PEKTUBHBIM.

Hamu mpoBea€H Takke YCTHBIA omnpoc Bcex OonbHBIX BBD, o mpuumnax mo
KOTOPBIM OHM HE€ BOCIIOJB30BAIUCH YCIYTOW JUCTAHIIMOHHOTO JWHAMHUYECKOTO
HaOmtoniennsi. OTBEThl MBI CHUCTEMATU3MPOBAIA B 3aBUCUMOCTH OT IMOJXOJIOB K HX
pELIEHNIO:

1. Jloma HET KauyeCTBEHHOW CBS3M [Jisi COEOUHEHHS C (YHKIIMOHAIOM

cepBuca, 00 3a0bUTH O TAaKOW BO3MOXKHOCTU JUCTAHIIMOHHOTO MPEI0CTABICHUS

MEJUIMHCKON yCIIyT'H, HECMOTpPS Ha NOTPEOHOCTh B HE;

2. B nacTosiiiee BpeMst He TpeOyeTcs MeAUIIMHCKAs TOMOIIIb;

3. HyxnaeMcst B KOHCYJIbTAllMU KBATU(PUIIUPOBAHHOTO CIEIUATUCTA, OJTHAKO

HE MOJIyYUJIM YBEJIOMIIEHUS O TAKOW BO3MOKHOCTH;

4. brina noTpeOHOCTh B KOHCYJIbTALIMK, HO BO3HUKIN TPYJAHOCTH B OCBOCHUHU

pOrpaMMBbl MOJIk30BaTENs MOOWIBLHOTO Tipuinoxkenus Coep3aoposbsi/DocDoc.

[laniieHThI, OTHECEHHBIE K TEPBBIM JBYM TpyllaM, 0OpH BO3HHUKIIEH
HEOOXOAUMOCTH MO0 HM3MEHEHHWM KadecTBa IM(PPOBON CBSA3M, TEXHUYECKH MOTJIHU
o0paTUThCS C 3aMpOCOM YEepe3 CEPBUC ISl MPENOCTABICHUS UM B JAUCTAHIIMOHHOM
dbopmate koHcynbTanuu cnenuanuctoM Llentpa BBO.

Karteropus mnanueHTOB U3 TpeTheW Trpynmbl He ObUIa JOJKHBIM - 00pa3zoM
YBEJIOMJIEHA O BO3MOKHOCTSIX JUHAMHUUYECKOTO HAOMIOICHUS TUCTAHIIMOHHO, TaK KaK HE
nmena WhatsApp-npuinoxxkeHuss Ha MOOUJIBHOM TelieoHe U, KaK CIEACTBHE, HE MOTJIHU
MOAKIIOUUTHCS K TpYMNe IMOJb30BaTeNeil 3TOM cucTeMbl. B CBSI3U C 3TUM MBI
MepecMOTpeu MoaAxo A6l kK nHpopmupoBanuio namnueHToB ¢ BBD. Tak, B peectp BHeCEH
WX MOOWIBHBIN TenedoH C ycTaHOBIEHHOU mporpammoit WhatsApp Ha miatdopme
MoOuibHOTO Tenepona. Nudopmanus Ttakke ayOnupyercss uepe3 SMS (ciyxOa
KOPOTKHX COOOIIEeHH) B BHAE TEKCTOBOIO COOOIICHHS HAa HOMEpP MOOUIBHOTO
tenedona nanueHTa. M3 HUX U MAalMEHTOB YETBEPTOTO psiia B TE€UECHHUE JBYX HEMECIb

Obl1a co3nana rpynmna B mecceHmxepe WhatsApp, riie oHU NpONIUIA UK O0y4YeHUs
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noyib30Batessi MoOWIbHBIM mpuiiokeHueM Coep3noposse/DocDoc:  Buaeonexuus,
MHCTPYKIMS MTOJIB30BATENS U KOHCYJBTUPOBAHUE TeXHUYeCcKUM nepconanom UIIO I'bBY
PJI PKB/I. Takoit moaxos ObUT onpaBaaH, Tak Kak OOJbHBIE, OTHECEHHBIC K YETBEPTOU
KaTEropuu, HYXIAJIWCh B OHJAWH KOHCYJbTAallMM, HO HE OCBOWIM HAa YpPOBHE
MOJIb30BaTeNsl MporpamMmy MoOuibHOro mnpuioxeHuss Coep3aopoBbe/DocDoc. Mx
MOAKIIOUeHNE K (YHKIMOHATY CepBHCA, MNpPU HEOOXOAMMOCTH, COMPOBOKIAIOCH
texunueckuM nepconagom WIIO T'BY PJI PKB/I [13]. Ognoit u3 3agad paboThl B
MporpaMMe SIBJISUICSE MOMEHT PETMCTpallMM MAIMEHTa Ha TEJEKOHCYJIbTAlUI0. JTHU
JAHHBIE COXPAHSIIUCH B 3JIEKTPOHHOU UCTOpUU O0JbHOrO. [IpakTHYecKn BCe 3aKOHHBIE
MPEJCTABUTENIN OOJIBHBIX JeTel YyKa3blBaJud CBOM NE€PCOHAIBHBIE JIaHHBIE, YTO
3aTPYJHSJIO TPU  TMOCHAEAYIOUEd  KOHCYJIbTallMM  MJACHTU(UKAIMIO  MalUeHTa.
TexHuyeckuil mepcoHan BHEC B 00YUYaIONIYI0 MHCTPYKIIUIO MOJb30BaTENsI MOOUIBLHBIM
MPUJIOKEHUEM TMpOorpaMMbl HMHGOPMAIMIO O HEOOXOJAMMOCTH TIPU PETUCTPALUU
BHECEHUU TOJIbKO NEPCOHAIBHBIX JAaHHBIX MalmueHTa. B To ke Bpems Bpayam-
KOHCYJIbTaHTaM TaKkXe ObLIO MPEANUCaHO BBOJUTH MEPCOHAIbHBIC JIAHHbIC MAIlUEHTA,
€CJIM Ha CTpaHulle 00JILHOTO OBLIN 3apPETUCTPUPOBAHBI €0 3aKOHHBIE MPE/ICTABUTENH.

Mps1 npoBenu U ONpoc Bpauel, ydyacTBOBABIIMX B anpoOaIiuu AUCTAHIIMOHHOIO
dbopmaTa AMHAMUYECKOTO HaOmoeHus. Bce OHM KOHCEpBAaTUBHO OTAABajld MPUOPUTET
OYHOMY (popMaTy NUCTAHIIMOHHOTO HAOJIOJICHUS MalueHTa. B kayecTBe apryMeHTOB
MPUBOJANIN YETKOCTh MCCIEIYEMbIX KIMHUYECKUX IMPOSBICHUN HA JIMYHOM MpPUEME H,
KakK CJIEACTBHE, aJCKBATHYIO TAKTHUKY CHUMIITOMAaTH4YeCKOM Tepanuu. [Ipu 3TOM OHH
OoTMEYali BO3MOXKHOCTb OOMEHAa MHEHUSIMU C KOJJIeTaMU U BBIHECEHHUE
KOJUJIETHAJIbHOTO BEPAMKTA (BO3MOXHOCTh OTCYTCTBYET NPH TEJIECKOHCYJIbLTUPOBAHHM)
3a IOCTATOYHO KOPOTKUM MPOMEKYTOK BPEMEHH. AKLEHT BpauyM JIE€JIAJIM U HA HU3KOE
KauecTBO (OTO M BUAEO H300pa)EHUU OYaroB MOPAXKEHHUS, a TaKKE MOCTOPOHHHE
IIyMBI, 3aTPYIHSIBIINE cOOp aHaMHEe3a U Oecely ¢ MaIlMEHTOM.

Pemennem poOeMbl Ka4yecTBa ACHUHXPOHHO MPEI0CTABISEMBIX
(dboromarepuanoB, obOecrnedyeHUs: pekuMa OCBEIICHHS W TUIIMHBI HPU CHUHXPOHHOM
(dbopmaTe AUCTAHIMOHHOTO KOHCYJIbTUPOBAHMS CTAJIO BKIIOYEHUE ITHX TPeOOBaHUU B

MHCTPYKTAX TOJIb30BaTelield MOOMIIBHOTO MPHUJIOKEHUSI MporpamMmbl. B To ke Bpems
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crnenuanuctsl LleHTpa oTMeuanu TeneKoHCYyIbTaIiio a0COMIOTHO MOKa3aHHOW OOJIbHBIM
Tsok€nbiMu popmamu BB, Tak kak MX TpaHCHOPTUPOBKA, CHATHE OJEKJbl U MOBS30K
BEAET K OCJI0KHEHHIO KOYKHOTO MPOLECCa, a 3TU MPOLEAYPHl 3aHUMAaJI MHOTO BPEMEHU
npu O4YyHOM TmpuéMe. B ycloBusX NaHAEMUM HOBOW KOPOHABUPYCHOM HWH(MEKIUU
JUCTAaHIUOHHBIN PEKHUM, KAK OTMEYAIN BPAauH, SABJISIICA €AUHCTBEHHO BO3MOKHBIM JIJIS
MOXKWJIBIX U ONTUMAaJIbHBIM JIJI1 BCEX MAIUEHTOB.

Ocraércst HepelEHHBIM BONPOC 00 yuéTe AUCTAHIMOHHOTO (opmara pabOThI B
Harpy3ke Bpaya M OIUIaTe KIWHUKE. OJTa mpobiieMa TMOCTaBlieHa HaMU TeEpes
pykoBogacteom ['BY PJI PKBJI u TOOMC PJl. Mm HeoOXomuMo COTriacoBaTh
OJIHOKaHaJbHOE (PUHAHCUPOBAHHME NUCTAHIIMOHHOMW pabOTHl CHEIHUATUCTOB, YTO
CTUMYJUPYET UX MOTHUBAlMIO K aJantaiuud d3Toro (¢opmara AUCHAHCEPHOTO
Habmoaenus B Llentpe BED I'BY PJ] PKB/I.

[IpoBen€HHOE HaMHM HCCIEAOBAHUE AUCTAHIMOHHOIO PEKHMa AUCIIAHCEPHOIO
HaOJIOJIEHUsT TPOJIEMOHCTPUPOBANIO  €ro  3(P(EKTUBHOCTh U BOCTPEOOBAHHOCTH
nanueHTamu BB3. DToMy cnocoOCTBYeT U opraHu3aius COMPOBOKIECHUS TEXHUYECKUM
nepconanom UITIO I'bBY PJ] PKB/I Ha BcéM 3Tarie OHJIAiH KOHCYJIbTUPOBAHUS MPOLIECCa
HCIIOJIB30BaHUs OOJIbHBIM MOOMJIBHOTO MPHJIOKEHMs nporpammbl. [locneqnss Takxke
o0OecrieunBaeT 3allUTy NEPCOHANBHBIX JIAHHBIX MOJIH30BATENS U XpaHeHUuEe UHPOpMAIUU
O ceaHCe  TeEJEKOHCYIbTUpOBaHMs. Pemenue Hamu  mpoOjieM  KayecTsa,
npeaocTaBisieMbix dkcnepty LlenTpa doTromarepuanoB, OCBEMICHUS U LTYMOU3OJSIIUU
YCTpPaHSIET TEXHUYECKUE MPEISTCTBUS K BBICOKOMY YPOBHIO OKa3aHUS MEAULIMHCKOU
TTOMOIILIH.

[Tocne Beipabotkn TAOOMC PJI  kpurepueB  CTpaxoOBbIX  TrapaHTU
(uHAHCUPOBaHUS CeaHCa TEIEKOHCYJIbTUPOBAHMS, AUCTAHIHUOHHBIA (opMaT MOKET
OBITh PEKOMEHJIOBAH K BHEJpeHUIO B pyTuHHYIO nipakTuky ['BY P/ PKB/I npu Begenuun

oonpHBIX BBED.
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I'ITABA 5. IIMAEMHOJIOI'USA U HNEPBUYHASA [NPO®PUJTAKTHUKA
BPOXIEKHHOI'O  BYJUIE3HOT'O QIMIUAEPMOJIN3A, BJAUAHUE
3K30TrEHHBIX ®AKTOPOB HA KOXKHBIW MPOLIECC

B  pesynbrare NpoOBEAEHHBIX  MCCIEIOBAHWWA B  AKTyaJW3UPOBAHHBIN
pecniyonukanckuii peectp 6onbHbIx BBD Bomo 130 uenmoBek. Takum oGpazom,
MoKa3artenb ero pacnpoctpanéHHoctd B Pecnybnuke Jlarectan cocrtaBnser 41,5 Ha
1000 000 nacenenusi. Mbl OTMETHIIN, YTO PACIpPEICICHUE MAIIMEHTOB MO rOpoAaM U
paiionam cyObekTa - HepaBHOMepHoe. Kaptuposanue BB no Pecnybnuke [larectan
npeacTtaBiieHo Ha pucyHke 10. Kak BuaHO 13 Hero, O0JbHBIE 3TUM FE€HOAEPMATO30M
nokanuzoBaHbl B 7 u3 10 roposioB pecniyonuku u B 14 u3 41 paitonax [13].

Kak BunHO Ha Pucynke 10, BBICOK yeNbHBIN BEC NAUEHTOB, MPOKUBAIOIIUX B
ropogax: B Maxaukame — 21 (16,15£3,23%) wuenoBek, Kacmwmiicke — 22
(16,92+3,29%), u Kwumsmape — 7 (5,38+1,98%), Kwusmapckom paitone — 33
(25,38+3,82%), B XacaBropTOBCKOM paiione - 9 (6,92+2,23%) wu B TapymMoBCKOM
paiione - 5 (3,85+1,69%) [13]. DT aAMUHUCTPATUBHO-TEPPUTOPHATLHBIC CIMHUIIBI B
TYMCTaHITMOHHOM (popmaTe HaxoasTcsa oA nmarponaxkem Llentpa BBD I'bBY PJ1 PKB/I
B pPEXHMME «Bpad — Bpau» M «Bpad — mnauueHT». Crnenuanuctel LleHTpa
KOHCYJIbTUPYIOT KakK JAEPMAaTOBEHEPOJOTOB, TaK WU IEAUATPOB, TaK KAaK HA 3THUX
TEPPUTOPUSIX BBICOKA BEPOSITHOCTh POXKIAEHUS OOJNBHBIX C€ MaHU(PECTHBIMU
nposineHusimu - BBD.  Ilpu »3ToM  HE0OXOIMMO CBOEBPEMEHHO  IPOBECTHU
mudepeHnanbHyl0 JAUarHOCTHKY, BepuduiupoBaTh 3a00jeBaHUE U HayaTh
CUMITOMAaTHYECKYIO Tepanuio. I B 3TOM OCHOBHAs HArpy3Ka JIOKUTCS HA BEAYIIHNX
cnenuanuctoB LlenTpa.

Ms1 panee, B pazzaene 2.1., onucaiu ciiydyan BepUPUKAIUU U TMPOBEICHUS
Tepanuu JABYM JAETSAM MEPBOro roja >ku3Hu (Ha 17 geHb U Ha 4 Mecsll KU3HU) U
J€BOYKE 7 JIeT, IepeexaBllield Ha IMOCTOSIHHOE MECTO XUTenbcTBa B PecrmyOnuky
Jarecran. Tak, HOBOpPOXIEHHOMY B poawibHOM gome T. Kwusznsapa Bce
KOHCYJIbTAaTUBHBIE MEPONPUSITUSI MPOBOAWINCH JUCTAHIIMOHHO B opmaTe «Bpad —

Bpau», U yxke Ha 17 JeHb KU3HU €My ObLI BBICTABIEH KIMHUYECKHHA JUArHo3
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reHepain3oBaHHoro peneccuBHoro JIBbBD Ausono-CuMmeHnca, Hadata Tepamnus,
BBIJICJICH TIEPEBSI30YHBIA MaTepuanl u3 pe3epBHOro (oHma pecmyOIUKaHCKOTO
Mun3apaBa. K ero Tepanuu MOAKIIOYEHBI CMEXKHBIC CIICIHAIMCTBI KOMHCCHU

HGHTpa.OCTaHBHBIC JABa IAaKMCHTA BbI3BAHBI M TI'OCIIMTAJIM3HMPOBAHBLI B HGHTpe JJIs

Bepudukaruu 3a0071€BaHNs U IPOBEACHUS TEPAIIUU.

XacaBOPTOBCKMIA p-H- Kusnapckuii p-H- 33 (25,38+3,82%) TapymoBckuii- 5(3,85£1,69%)

9(6,92+2,23%)

r.Kusnap-7(5,38+1,98%)

KM3UMIOPTOBCKMIA p-H-

3(2,3i1,31%) $OxH§-Cyxokymck 4
\ = : I Xacastopt-1(0,77+0,77%)
KapabyaaxkeHTcKkuit p- :
1(0,7740,77%) e
KanKeHTCKuI p-h- b fsnae i ‘ r.Kusuniopt- 3(2,3+1,31%)
2(1,54+1,08%) N\ 2~ G
2 ’ Kacnwitckoe nugg
JleBalMHCKWA p-H- o r.MaxaqKana-21(16,15;t3123%)
4(3,1+1,52%) QRorRT\, o —-
K27 7|op7 “‘;“'/
\ oY - .
KaifTarcKuii pt- > 8.. 3 .Kscn::ca;na r.Kacnuitck-22(16,92+3,29%)
3(2,3+1,31%) 7 C NG Byngra . -
Aaxanaesckuit p- papose! r.byitHaKcKk-1(0,77+0,77%)
2(1,54+1,08%)
AKYLWWHCKUI p-H- —flsrecranck
3(2,3+1,31%) 8%, (O r.epbeHT-1(0,77+0,77%)
LLIaMUNbCKUIA p-H- 32 - fepoed

-~

4(3,1£1,52%)

BOTAUXCKMIA p-H-

2(1,54i1,08%)1/\’\ KYAMHCKMIA p-H-1(0,77+0,77%)

Nakckuit  2(1,54+1,08 %

Pucynok 10 — Pacnipenenenue O00IbHBIX BPOXKAEHHBIM OYJIIE3HBIM AMUIAECPMOIH3OM
o PecnyOnuke Jlarectan (uucno 60abHbIX/%, ipu n=130)

Hamu Ttaxke u3ydeHOo, cpeau KaKuX NOMYJSUMA M CYOITHUYECKUX TpymI

pacupoctpanén BBD. Tak, B roxHoi 4dactu [larectaHa 3aperucTpUpOBaH JUIb |
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(0,77+0,77%) 6onbHol (T. Hepbent), Boixoaen u3 Cyneitman-CTtanbCKkoro paiiosa, u,
CIENOBATENBHO, JJIs1 MPOKHUBAIOUIETO TaM HACEIIEHUS HE XapaKTEepHbl MYTAallWH,
ACCOLIMMPOBAHHBIE C ’TUM I'€HOJAEPMATO30M.

N3 14 npencraBieHHbix Ha pucyHke 10 paiioHoB mpoxkuBaHusi 001bHBIX BBD,
B 12 (uckmouensl TapymoBckuih u Kusnspckuil) KOpEeHHbIE STHUYECKUE TPYIIIbI
HACEJICHUs SBIBUINCh HOCUTEISIMU NMAaTOreHHOM MyTraunu BBD. Ananms cemeiHOro
aHamHe3a mnaunueHToB Kwusmapckoro u TapyMOBCKOro pailOHOB MOKa3al, dYTO
(hakTUYECKN BCE OHM, 32 UCKIIIOYEHUEM TPOUX, BEJIM CBOE MPOUCXOXKJICHUE U3 cela
Kenxu Hlartoiickoro paiiona Yeuenckoiri Pecnyonuku. Cpenu  OOJIBHBIX,
MpOXXKUBABIIMX B ropojgax Maxaukane u Kacnuiicke, ObUT BBICOK YJEIbHBIA BEC
BBIXOJILIEB W3 BBINICYKA3aHHBIX PANOHOB, NMpU4E€M K3 JleBammHCKOro paiiona — 15
(11,54+2,8%) wuenoBex, AxymuHckoro — 5 (3,85£1,69%), Jlakckoro — 10
(7,69+2,34%). OcranbHble  palioHbl  ObUIM  MPEJICTABICHBI  OJHUM—IBYMSI
nHauBAAyyMamMu. OJTHAKO €CTh U MO OAHOMY HpeAcTaBUTEN0 CeproKaaiuHCKOro U
TnspaTHHCKOrO PaliOHOB.

Takum o00pa3oM, HOCHUTENISIMU MyTalluid, MPOSBISIBIIUXCS TEM WIW HHBIM
¢enotuniom BBD, saBnsiuce Beixoaubl u3 15 paitonoB Pecnybnuku Jlarecran:
AxkymuHckoro, bornuxckoro, JlaxamaeBckoro, Kaiirarckoro, KapaOynaxkeHckoro,
Kaskenrckoro, Kwusumoprockoro, Kymuackoro, Jlakckoro, JleBammHCKOrO,
Cyneiiman-Cranbckoro, CeprokaimHcKoro, TaspaTUHCKOTO, XacaBIOPTOBCKOTO,
[ITamMmuabCcKOro [13].  Ecmu  cpemm  BeixoaueB  CynelimaH-CTanbCKOro,
Ceprokanuackoro u ThspaTUHCKOTO palOHOB ObLIO 3aPETUCTPUPOBAHO MO OJHOMY
cinyyaro 0onbHBIX BB, To B ocTanbHbix 12 paitoHax (B3sThI oj nmatpoHax lLlenTpa)
— 1o 1Ba u Ooinee. Tak, Hanpumep, ¢ Y4ETOM IPOKUBAHUS B FOPOJAX PECIyOIUuKH U
Kuznsapckom paifone marueHToB ¢ MaHu(peCcTHBIMU TposiBiieHus MU BBD, Benymumu
reHeanoruto u3 Kynunckoro paitona, coctasnsiu 4 (3,1+1,52%) denoseka. [lo sToit
MIPUYHAHE JEPMATOBEHEPOJIOTaM YpPOKEHUEB U3 12 BbIIICYKAa3aHHBIX PalOHOB
Harecrana u cena Kenxu Illatoiickoro paitona Yeuenckoii Peciy0nuku He00X0quMO
HampaBJISITh HAa  KOHCYJbTAIIMIO TEHETHUKA Iepel BCTyIUIEHUEM B  Opak.

HOBOpO)KI[eHHBIC 13 TaKUX CeMell ¢ IICPBLIX I[Heﬁ ZKHU3HHU OOJKHBI HAXOAUTHCA I10J
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TUHAMHYECKUM HAOJIOJICHUEM JIepMAaTOBEHEPOJIOra U IMeauaTrpa B CBSI3U C YIrpo30i
Manudectaimi  BBD u  HEOOXOAMMOCTHM  CBOEBPEMEHHOI'O  MPOBEACHUS
CUMIITOMATHYECKOM Teparuu, a Takke TpoPUIaKTUUECKUX Meponpusituid. J{is atoro
HEOOXOJIUMO U3YYUTh CEMEWHBIM aHaMHE3 U TPOBECTU aHajdu3 POJOCIOBHOM.
Pe3ynbTaThl 3TOI YacTu ucciaeaoBanus oTpaxeHsl B Tabnuue 18. Kak BugHO U3 3TOi
TaOMuUIbI, pa3au4us B YyACIbHOM Bece mamueHToB BBD, pomutenu KoTOpbIX
HaXOJWINCh B OJM3KOPOJCTBEHHOM Opake JMOO HE MMENU OOIIMX MPEIKOB, ObLIU
CTAaTUCTUYCCKHM He 3HauumMbl: 48,46+4,38% wu 51,5444,38% COOTBETCTBEHHO
(P>0,05). Opnako KkapTHMHA CYIIECTBEHHO pa3HUJIACh B CEMbSIX OOJBHBIX B
3aBUCUMOCTH OT Tuma u cyotuna BbD. Tak, cpeau 0onpubix [IBBD He3naunTenbHO
yarie HaMu ObUT 3a()UKCUPOBAH HEPOJCTBEHHBIM Opak OMOJOTMUECKUX POJUTENEH —
35,3844,19%, nexenu ux Onmzkoe poactBo — 29,23+3,88% (P>0,05). ¥V Bcex
YeThIpEX OOJBHBIX C JOMUHAHTHOM Qopmoii JIBBD poautenu He cocTosiiu B
poacte. Eciu 13,85+3,03% mnanuenToB ¢ penieccuBHbiM JIBBD Oblin poxieHbl B
OJIM3KOPOACTBEHHOM Opake, To y 10,77+2,72% »Toro cyOTuna poauTean HE UMENH
obmero npenka (P>0,05). [lpuuém u3z 32 OonbHbIX peneccuBHbiM JIBBD y 26
(72,22+7,91%) B cemeiiHOM aHaMHe3e He MpociexuBaicsa BB, uto ykaspiBano Ha
pPacrpOCTPaHEHHOCTh ACCOLIMUPOBAHHBIMU € 3THUM MaHU(ECTHBIM MPOSBICHUEM

MyTalouun B IMonmyJrsinun HaCCJICHUA I[aFCCTaHa.
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Tadoauuna 18. Cemeitnblii aHaMHe3 OOJIBHBIX BPOXKAECHHBIM OYJIIE3HBIM SMHUEPMOIIU30M

Yucnennocts 601pHBIX BBO (abcomoTHbIN nokaszarens, %), n=130

brm3kopoacTBeHHEbI Opak

He Gnm3kopoicTBeHHBIH Opak

HacnenctBeHHOCTh Hroro HacnencrseHHoCTh Hroro
Orsromena He Ortsromena He
OTsITOIICHA oTsITOIIeHA
Ilo nuuun [To nuuun ITo nunuu Ilo nunun [To nunun ITo nmuuun
Kmmangeckue ¢popmer BED
oTIa MaTepu obonx oTIa MaTepu obonx
ponutenei ponuTenei

I[1BBD 38(29,3+3,98%) 46(35,38+4,19%)
us JlokanuzoBaHHBIN 4 5 6 12 26 20 4 3 27
nux | Bebepa-Koxkeiina (3,1+1,52%) | (3,85+1,69%) (4,62+1,84%) | (9,2342,54%) | (20,0£3,5%) | (15,38+3,16%) | (3,1£1,52%) (2,3+£1,31%) (20,77+3,56%)

I'enepanuzoBaHHBIIH 4 2 1 7 2 2 8(6,15+2,11%) 12

Kébnepa (3,1+1,52%) | (1,54+1,08%) (0,77£0,77%) | (5,38+1,08%) | (1,54+1,08%) | (1,54+1,08%) (9,23+2,54%)

I'eprietndopmubIit 3 2 5 2 5 7

Joymuar-Meapa (2,3£1,31%) | (1,54£1,08%) | (3,85+1,69%) (1,54+1,08%) (3,85£1,69%) (5,38+1,08%)
[IpBBED 6 (4,62+1,84%) 2 (1,54+1,08%)
us I'enepanuzoBaHHBII 3 3
HUX | He-XepimTia (2,3£1,31%) | (2,3+1,31%)

JlokanuzoBaHHBIH 1 2 3 2 2

He-XepIuTia (0,77+0,77%) (1,54+1,08%) | (2,3+1,31%) (1,54+1,08%) (1,54+1,08%)
JIBBD 18(13,85+3,03%) 18(13,85+3,03%)
s JloMHHAHTHBIN 1 2 3
Hux | Kokeitna-Typena (0,77+0,77%) (1,54+1,08% (2,3+1,31%)

JlomuHanTHBIN [TazuHu 1 1

(0,77£0,77%) (0,77£0,77%)

Uroro JIOMUHAHTHBIN 4(3,1£1,52%)

JIBBD

I'enepanuzoBaHHBIIH 2 16 18 2 2 8(6,15+2,11%) 12

PpeLeCCUBHBII (1,54+1,08%) | (12,3+2,88%) | (13,85+3,03%) | (1,54+1,08%) | (1,54+1,08% (9,23+2,54%)

Annono-Cumenca

I'enepanuzoBaHHBII 2 2

PEIeCCHBHBIN (1,54+1,08%) (1,54+1,08%)

HEeMY THITHPYIOIIHIH

HWTtoro peneccusnsiii JIBED 18 (13,85+3,03%) 14 (10,7742,72%)
Kunpgnep-cuanpom 1 1

(0,77+0,77%) (0,77+0,77%)
Heyrounennsrit B9 1 1
(0,77+0,77%) (0,77+0,77%)

Bcero BED

63(48,46+4,38%)

64(51,54+4,38%)
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[To nanHbBIM 3apyOEKHBIX UCTOYHUKOB KXKJIbIN 227 KUTEINb SIBISETCS HOCUTEIEM
MyTalluM, MposiBIsAmoNIedcs TeM uiu uHbIM (¢enotunom BBD [99, 156]. [lo Bceit
BUJIUMOCTH, Mbl HaOJIIOJJa€M HECKOJIbKO IIUPE PACHPOCTPAHEHHBIM T€HETUYECKUM
nedeKT, KOTOPBIM BCTpeyaeTcs MPEeUMYIIECTBEHHO Cpeld CYOTHIIOB M TPYIII >KUTENIEH
OnpeneNIEHHBIX paloHOB U c&l. Tak, OOJbHBIE C ATUM HEIYrOM 3aperuCTPUPOBAHBI B
naTu  paroHax: JlaxagaeBckoMm, XacaBIOPTOBCKOM, AKYIIMHCKOM, JleBammHCKOM,
Kaiitarckom. IlpoxkuBatommue B ropoaax — Maxaukane, Kacnumiicke u Kuszisipckom
paiiloHaX — SBIIOTCS YPOXKEHUAMHU €IIE€ IIECTH PAWOHOB, TJI€ COOTBETCTBEHHO
MPUCYTCTBYET BBIIIEyKa3aHHAs TMarojoruueckas wmytanusa: KapaOynaxkeHTCKOro,
Kymunckoro, Hoomakckoro, CeprokanmHckoro, TnsparuHckoro u Ilamunbckoro.
Takum 00pa3oM, B OJAMHHAIUATA STHUYECKH — OOOCOOJEHHBIX aAMUHUCTPATUBHBIX
paiionax PecnyOnuku Jlarectan pacnpocTpaHeHa peleCCMBHasi MyTalusi TeHa,
oOycnoBiMBaIOIasi B TOMO3UTOTHOM  COCTOSIHUM  KIMHUYECKOE  IPOSIBICHUE
peueccuBHoro JIBBD. DOtor (¢akTtop TpedyeT KOHCYIbTAallMM TE€HETHKA TIepen
OpakoCOYEeTaHUEM BBIXOJAIEB W3 JTUX palOHOB U JHUHAMUYECKOrO0 HaOJIIOACHUS
HOBOPOKJICHHBIX C aKIIEHTOM Ha MPOSBIICHUS 3TOro TUNa OoppaHHOro T'€HOJIepMaTo3a.
[IpeBasnipoBanne  OIU3KOPOJCTBEHHBIX  HAJ  HEPOACTBEHHBIMH  OTHOIICHUSIMHU
npo6an0B HaOmoaanock u npu [IpBbD: 4,62+1,84% u 1,54+1,08% COOTBETCTBEHHO
(P>0,05) [22]. [Ipuuém oTsroméHHas 3TUM 3a00JieBAaHUEM HACIIEICTBEHHOCTh ObliIa
JIMIIb Y OJTHOTO MAallME€HTA, @ BCE OCTAJIbHbIE HE UMEIIM POJACTBEHHUKOB C MIPOSIBICHUEM
[IpBbD. V Hacenenust onpeneiaéHHbIX 3THOTpaPUUECKUX TEPPUTOPU, TUOO0 BETyIINX
OTTyJla TeHEeaJorui0, ObUIa pacrpoCTpaHEeHa MyTallus, MPOSIBISIONIASICS B TOMO3UTOTE
[IpBbD. Illectepo u3 3Tux OONBHBIX BEIU POAOCIOBHYIO U3 BOTiIMXCKOro paitona
Jlarectana (rae JIBo€ MPOXKUBAIOT MO HACTOSINEE BpeMs) U 1Mo ogHOMY U3 Jlakckoro u
KazbekoBckoro. MecTOM MOCTOSSHHOTO TMPOKUBAHUS H3THX IIECTEPHIX MAIUEHTOB
ABJSUTUCh Topoaa pecnyOnuku: XacaBropt, Kuznmsap, Maxaukana. YuuTbeiBas paHee
MPOBEJEHHBIE HaMK HccienoBaHusi, Manudecrauuss BbD y OonbHbix B PecmyOnuke
Jlarectan oTMmedanach B JOWIKOJbHBIM mnepuoid. I[loatomy netu poaurenent wu3
BBIIIICYKA3aHHBIX PAMOHOB JOKHBI HAXOAWThCA TOJ HAONIOJEHUEM Teauarpa Hu

J€pMaTOBEHEPOJIOTa JJIs1 CBOCBPEMEHHOM BepU(HUKAIIUK T€HOIepMaTO3a U €T0 TeparuHu.
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Mononox€nam, BEAYILIUM POAOCIIOBHYIO u3 BBIIIIEYKa3aHHBIX
aIAMUHUCTPATUBHBIX  €JIMHHUL,  HEOOXOJUMO  PEKOMEHJ0BaTh  MOJEKYJSPHO-
IF€HETUYECKOE TECTUPOBAHME HA HAJW4YUE DPELECCHBHOM NATOJIOIMYECKONW MYTAlHH,
acconuupoBanHoi ¢ penorunom [IpBBD [22].

bonbHOM, cTpamarommii Kunanep-cuaapomom, He uMen cpeau npeakos BB, u
pPOIUTENN HE SBISUINCH POJCTBEHHUKAMHU MeXAy co0oi. OpHako Mbl yCTaHOBHIIU
oHuxorpuo3 y ero orua, a4ad M 0aOymIkW, a y MaTepu — MOBBILIEHHYIO
YyBCTBUTEIBHOCTh K COJIHEUHBIM Jiydam. Co CJIOB OoTHA M JAsAM peOEHKa, y €ro
JIBOIOPOJIHOTO OpaTa uMeeTcsl MoJ00HAas MaTOJIOrUs, KOTOpasi C BO3pacTOM 3HAUMTEIbHO
perpeccupoBana, 1 OH KATETOPUYECKH OTKA3BIBAECTCS OT KOHTAKTOB C BpadaMH, TaK KaK
oracaercsl OIJIaCKW. Y4YHUThbIBas, YTO POJUTEIN JBOIOPOAHBIX OpaTheB SBISIUCH
POAHBIMU OpaThsiMH (OTIIBI) U CECTpaAMHU (MATEPH), MOXKHO MPEANOIOKUTH O HATHUUYUU
peueccuBHOM MyTanuu, koaupytroieit 6enok Kindlin-1. CeMbst B3siTa Ha TUCTIaHCEPHBIMA
yuér Lentpom BBD I'bY PJ] «PKB/l», 1 uM pekomMeHI0BaHO MEPE] BCTYILUICHUEM B
Opak 4JE€HOB CEMbU IIPOBECTH KOHCYJIBTALUIO CYNPYKECKON Naphl y Fr€HETHKA.

bonasapiM BBD m30exaTe yXyzuleHus mpouecca MO3BOJIUT Oe3omacHas cpena
npeObIBaHMS KaK JJOMa, TaK U BHE €ro. M 3To He TOJBKO OrpakJIeHue OT MEXaHUYECKON
TpaBMbl. B ycnoBusix Pecniyonuku [larecran 6osnbHbie BED HcnbIThIBalOT BO3AEHCTBHE
psga BHEIIHUX (AKTOPOB: MOPCKHE M COJHEYHbIE BaHHbBI, KyIaHUE B MPECHBIX
BOJOEMAxX, TOPHBIA KIMMAT, XOJOAHBIE IIPUMOYKH, BaHHBI C TpaBaMu. MBI NpOBeEH
onpoc nmanueHToB BBD 0 BAMSHUYM 3THX NPOLEAYP HA COCTOSTHHE KOKHOTO MpOILiecca.
YacTp U3 HUX HE CMOIJIM JaTh OTBETHI HA IOCTABIEHHBIE BOIPOCHI, TAK KAK X KOXKHBIE
MTOKPOBBI HE MOABEPTAIUCH BO3AEHCTBUIO ATUX (PaKTOPOB, TUOO OHU HE MPOCIIECKUBAIN
PEe3yabTaThl ATOTO BO3AEUCTBUsL. OCTaIbHBIE JAIU OJHO3HAYHBIE OTBETHI O COCTOSIHUU U

pPa3sBUTHHU 3a00JIEBaHUS KOXKU ITOCIIE BOSI[@P'ICTBI/IH OI[HOI71 NJIM HECKOJIBKHUX U3 IMPOUCAYP

(Tabmuma 19) [11].
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Tabnuna 19 — BnusHue 3k30reHHbIX (PAKTOPOB HA COCTOSIHUE KOXKHOTO Mpolecca 00IbHBIX OyJUIE3HBIM AIUIEPMOIN30M

OK30re¢HHbIE [IBBD, BnusiHME HA KOXKHBIN [IpBbD, BiusiHUE HA KOXKHBII JBBD, BiausiHIE HAa KOXKHBIN Kunep-cunnpom Heyrounennsrit
(axTopsI porecc mporecc IpolLecc (n=1) (n=1)
(n=84;100%) (n=8;100%) (n=36;100%)
yIIydlleHne obocTpenne yIIydlleHne obocTpenne yIIy4dlleHne obocTpeHne | ynmydmieHue | o0OCTpeHHE | yJydIleHHe | 00OCTpeHue
Conneunsle 2 54 5 17 1
BAHHbL (2,38+1,66%) | (64,29+5,23%) (62,5£17,12%) (47,2248,32%)
Mopckue 28 12 6 9 6 1
BaHHBI (33,33+5,14%) | (14,2943,82%) | (75,0+15,31%) (25,0+7,22%) (16,7+6,2%)
[Ipouenypsr B 4 4 1 1
TIPUPOTHBIX (4,76+2,32%) | (4,76£2,32%) | (12,5+11,69%) (2,78+2,74%)
BOJOEMAxX
(o3epo, peka)
Baunnsl ¢ 42 1 4 19 1
HACTOCM U3 (50,0+5,46%) | (1,19£1,18%) | (50,0+17,68%) (52,78+8,32%) (BaHHEI C
TpaB (Kopa pacTBOpoM
nybGa, KMnOs)
pomarka, (1 rpszeBbIe
KaJeH/ya, BaHHBI)
gyepena)
Oxnaxkaronme 7
BaHHBI, (8,33+3,02%)
MIPUMOYKH C
JIeASTHOM BOZIOM
I'opuslit 3 6 3 4
KIIMMaT (3,57+£2,02%) | (7,14+2,81%) (9,09+£5,0%) | (12,1245,68%)
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Kaxk Bugno u3 Tabauusl 19, moi0XKUTETBHO BIUSIIHN, CIOCOOCTBYS CTAOMIIM3ALIUN
U perpeccy MaTojIOorHYecKOro Mpolecca KOXKHBIX MOKPOBOB, BaHHBI C JICUEOHBIMU
TpaBamu (kopa ayOa, pomaiika, KajieHayja, dyepena), yro ormeTwin 50,0+£5,46% c
IIBBD, 57,58+8,6% ¢ JIBBD u 50,0+17,68% c IIpBbD, a taxxke GonpHOM Kunmmep-
CUHJpOMOM (KCIIOJB30Bal BaHHBI co ciadbiM pactBopoM KMnO4). B TO xe Bpems
MaIMeHThl OTMEYAIM HEOAHO3HAYHBIN A(D(PEeKT MOPCKUX BaHH HA COCTOSHHE KOXKHBIX
nokpoBoB. Tak, 33,33+5,14% w3 84 onpomennsix ¢ I[IBbD yka3piBanmu Ha
OnarotBopHoe BhusHue, a 14,29+3,82% xanoBanuch Ha obOoctpenue (P<0,01).
AHasiornyHasi KapThHa CKJIajbiBaiack u B rpymme 36 OonbHbIX [IBBD — 25,0+7,22% u
16,7+£6,2% cootBetcTBeHHO (P>0,05). VYiyulieHue kadecTBa >KM3HU TOJA JEHCTBUEM

MOpPCKUX Tpoueayp koucratupoau 75,0+15,31% nanuentos ¢ [IpBbD.

[IpakTHuecKkn Bce PECHOHICHTHI, 3a HCKIoueHnem 2 (2,38+1,66%) ¢ TIBBD,
JABIIUX OTBET O BJIMSHUU COJTHEYHOTO OONYy4YeHUSI W BBICOKOW TEMIIEPATYpPhI
OKpY’Karolel cpellbl Ha COCTOSIHUE KOXKHOTO TMpoilecca, (pukcupoBain 00OCTpEeHUE
3aboneBanuss Ha d3ToM ¢one: 64,29+523% - TIBBD, 47,224+8,32% - JIBBD,
62,5+17,12% - [IpBBbD, a Takxke 6osbHOM ¢ HeyTOUHEHHBIM TUTIOM BB [22].

Banubl ¢ X010/1HOM BOAOW U MPUMOYKHU MPUMEHSITH JJIsl CTAOMIIU3AIUUA KOXKHOTO
mporiecca B xkapkyro mnorogy 8,33+3,02% OonbHbix ¢ IIBBD, ormeuas wux
3(pEeKTUBHOCTb.

BozgeiicTBre ropHOro KiuMaTa Ha COCTOSIHME 3a00JieBaHUsI MPOCIEANIN
oonbuble [IBED u JIBBD, u B 3TOM ciydae pe3yJbTarbl MPOTHUBOPEUMBHI. Tak,
7,14+2,81% nauuentos ¢ [IBED oTMeTnnmn yxyameHue COCTOSIHUS MPU NPeObIBAHUU B
TrOpHOU MecTHOCTH, a 3,57+2,02%- ynyumenne (P<0,001). Taxxke HECKOJIBKO OOJIbIIIE
HeraTuBHOW uHpopManuu 06 3ToMm dakTope u y 6onbubix JIBBD — 12,12+5,68%, uem
nojoxuTenbHo — 9,09+5,0% (P>0,05).

[IpoTuBOpEUYNBLIE CBEJEHHUS O BJIMSHUUA MOPCKUX OPOLEAYyp U KIUMaTa TOpPHOU
MECTHOCTH Ha COCTOSIHHE 3JI0pOBbsi 00JbHBIX BBD TpeOyroT nanpHeliero riryooKkoro
W3YyUYCHHUS.

[lonyuenHble  pe3yibTaThl  MOPEACTABICHBI BpayaM MEPBUYHOTO  3BEHA

(mepmatoBeHepoJioraM, IeauarpaM, TepamneBTaMm, pykoBoautensiM MO), CMeXHBIM
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cienmanucram u akcnepram lLlentpa BBD I'BY P «PKBJ» Ha cemunape
«Opranuszanmsi B3aUMOJEHUCTBUS CMEXHBIX CIIELUAJIUMCTOB IIPU  JIHCIAHCEPHOM
HaOII0/IEHUH OOJIbHBIX BPOXKIEHHBIM OYJUIE3HBIM snuaepmonuzom» 01.12.2020 roma
(coBmectHpiii mpukaz M3 PJ[ u ®I'bOY BO «AI'MY» MunzapaBa Poccun Ne961-
JI/T16-k ot 11.11.2020 roma). XapakTepHble W BO3MOXHBIE [JIs KaXJOTO THIIA
OyJUIE3HOTO HSMUAEPMOJIN3a OCJIOKHEHHS U COMYTCTBYIOIIAs MATOJIOTHS, a TakKke
3 dexT uccaeqoBaHHBIX MPUPOJAHO-KIMMATUYECKUX (DaKTOPOB HUCIIONB3YIOTCS MU B
IJIAHUPOBAHUM MPO(UIAKTUYECKUX MEPONPUSITUNA U PEKOMEHJALUM ATON KaTeropuu
IUcTiaHCepHbIX OonbHBIX. Tak, manmuentam BBD mpennucansl BaHHBI ¢ KOpoil 1yo0a,
TPaBOM POMAILIKY, KaJCHAYJbl WA 4YEpeabl, a TAKKE MPUMOYKH U3 OXJIAKIEHHOIO
BOJIHOTO OTBapa 3TUX TpaB Ha OdYAru NOPaXEHHs, C JEAIHOM BOJOM, a TaKKe
UCKJIIOYUTh TMPSMOE BO3JCHCTBHE COJIHEUHBIX JIydell Ha KOXY W TMpeObIBaHUE B

YCIIOBHSIX BBICOKUX Temmnepatyp [11].
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I'/TABA 6. 3BAK/IIOYEHHUE

Bpoxnéuneiit Oymi€snsiit snunepmonus (BbJ) sBasercs penaxkum (opdhaHHBIM)
F€HETUYECKUM 3a00JieBaHUEM, KOTOPBIM BOMIEN B ATOT NepedyeHb MUHUCTEpPCTBA
3apaBooxpanenus: Poccun ¢ mas 2014 roma. OqHako B epeUeHb KUZHEYTPOKAOIUX U
XPOHUUYECKUX MPOTPECCUPYIOMMX 3a00JIeBaHUM, NPUBOASIIMX K COKpAIICHUIO
MPOJOTIKUTEILHOCTH KU3HU WU HUHBATUIAHOCTH (DenepalibHBIM perucTp), B ILENsIX
o0OecrieueHusl JIEKApCTBEHHBIMHU IIpenapaTaMu, CIEUaTU3UPOBAHHBIMU MPOAYKTaMU
7e4eOHOTo MUTAHUS U MEPEBsI30YHBIMU MaTepuasiamu 0oibHble BBED He Boumu. Mexay
TeM KaTeropusi OOJBHBIX C H3THUM TE€HOJAEPMATO30M TOXKM3HEHHO HYXKJIAaeTCsl B
oOecrieUeHUN W3JIETUIMH MEIUIIMHCKOTO Ha3HaueHus. MBbl HM3y4WIH COCTOSTHUE
BOIIPOCAa CO CTAaTHUCTHUYECKUM Y4YE€TOM H3THX OOJbHBIX, obecneueHueM ux MMH wu
OKa3aHUEM CIeIMaTu3UPOBAHHON MeAUIIMHCKOM nomoinu B PecniyOnuke Jlarectas.

Tak, B I'bY PJ] «PKB/l» u Mun3apase [larectana He Ben€Tcsi pecnyOIMKaHCKUN
peructp 6onpHbix BBD. [lo naHHBIM NepBHUYHOrO amMOyJaTOPHO-MOJUKIMHUYECKOTO
3BeHa, B Jlarectane Ha Havayno 2020 rona yucnuiochk 146 6onbHbix BB, 3 KOoTOpBIX
112 (76,714+3,5%) nocTtaBiensl Ha aucnaHcepHbid yuér, 17,1+£3,12% ne nHabmromarorcs
y ClelMalrcTa MEePBUYHOIO 3BeHa, a uHpopmalusa 06 6,16+1,99% orcyrcTByer. B TO
K€ BpEMsl B PETUCTPE pecIyOIMKAHCKOrO TEeHETHYEeCKOoro IieHTpa 3Havatcs 103
OoonbHbix BBD. BrlliensnoxkeHHble MPOTUBOPEUMBBIE CTATUCTUYECKHE JIAHHbBIE
YKa3bIBalOT Ha OTCYTCTBHE JOJDKHOTO yuéra OonbHbIX BBD B PecnyOnuke [larecras.
Ot10 TpeldyeT o0cieaoBaHus Beex nanueHToB BBD 1 mocTaHOBKM WX HA AUCHIAHCEPHBIN
YYET M0 MECTY KUTEIbCTBA.

He BoBne4eHbI B poliecc JUHAMUYECKOTO HAOIIOACHUS CMEXHBIE CTICIIUATUCTHI,
YTO HEMUHYEMO BEIET K HApPYyUICHHIO ONTUMAJIIBHOM MAapIIPyTH3alUU, CHUKEHHIO
YPOBHSI MPEAOCTABIIIEMOM MEIMIMHCKOW IIOMOIIM W, KakK CIIEICTBUE, PAa3BUTHUIO
TSDKENBIX OCJIO0KHEHHH, a TAK)KE 3HAYUTEIbHOMY YXYJIICHUIO KauyeCTBA KU3HU ITOTO
KOHTHHT€HTa OOJIbHBIX.

Mpb1 Takke orMmeTunu, 4To 67,12+3,89% OOIBHBIX COCTOSAT HA IUCIAHCEPHOM

yuére ¢ HeyTOUHEHHBIM TUnoM BBD3. Ilo 3Tol mpuynHE MpOrHO3UpOBATH PA3BUTHE Y
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HUX  3a0oneBaHusi,  TOCJIEACTBUS  JJii  TMOTOMCTBA U OPraHU30BbLIBATH
MEPCOHATU3UPOBAHHBIE  MPOPUIAKTUUYECKUE  MEPONPUSITUS HE  NPEACTaBIsSETCS
BO3MOKHBIM.

B 2019 rony Munszgpasom PecryOnuiku Jlarectan ajis malueHTOB, CTPadarOlInX
BbED, BnepBble UEHTPAIM30BAHHO 3aKYIUIEHBI W MPEJOCTABIEHBl WM HW3AECIUSA
MEJIUIIMHCKOTO0 Ha3zHaueHus. OJHAKO WHAWBUIYaTbHbIE MOTPEOHOCTH MAIMEHTOB HE
u3yueHbl TMpu QopmupoBaHuu 3asBKU Ha 3akynky WMH. Tak, 47,24+4,43%
OMPOILIEHHBIM OB TPEJOCTaBIECH HEBOCTPEOOBAHHBIA MEPEBSI30YHBIN MaTepua,
32,28+4,15% 060nbHBIX BOOOIIE €ro HE MOJYYHIIU U He ObUTH UHPOPMHUPOBAHBI O TAKOU
ycayre pecnybnukanckoro Munszapasa. M3 BbIIIEHU3I0)KEHHOTO Mbl C/I€NIalid BIBOBI O
HEOOXOJIMMOCTH TMEPCOHATU3UPOBAHHOTO MOJAX0Aa Mpu (OPMUPOBAHUU 3asIBKU Ha
obecnneuenue UMH OonpHbix BBD M kauecTBEHHO WMHOIrO YpOBHSI OpraHU3allMM HMX
MH(QOPMUPOBAHUS, AUHAMUYECKOTO HAOIIOICHHS U aApecHOro cHa0xeHus [11].

Mps1 o6cnenoBanu, uzyuuinu norpedoHocts B UMH u npoBoaunu nuHamMuyeckoe
HaOJIIOZICHUE BCEX MPOXKHUBAIOIIMUX B pecnyOnuke 0onbHbIX BBD. Tspkects TeueHus y
HUX 3a00JieBaHUsl OLIEHMBAJIU C TMOMOIIBIO BUPMUHTEMCKOrO HWHIEKCA TIKECTH
Ooynmnésnoro osmnuaepmonusa (Birmingham Epidermolysis Bullosa Severity score
[BEBS]). Ha nauanbHOM OYHOM 3Tare NpUBNIEKIU K oOcnenoBannio 34 6oiapHbIX BBED,
a 3areM B auctaHuuoHHOM (opmare 93. Takum oGpaszom, B [arectane Ha 2020 ron
3adukcupoBano 127 manuentoB ¢ BbED u B 2021 rogy — emé 3, KOTOpbi€ BOILIU B
aKTyaJlM3UPOBAHHBIN peCyOIUKAHCKUN peecTp OOJBHBIX C 3TUM T'€HOJIEPMATO30M.

B nannoit pabote Ha OCHOBaHMM MPOBEAEHHBIX MCCIEIOBaHUM ObLT pa3paboTaH
MOATANHbIA  «ANTOPUTM BepUpUKAMU OYJUIEZHOTO JIUJIECPMOIN3a», a TaKXKe
«ANTOPUTM OKa3aHUS MEAMIIMHCKOM TMMOMOIIM W TPOPUIAKTUKUA OCJIOKHEHUH Y
IYCaHCepHBIX  OonbHBIX BBD  cmemmanucramu  kommccum — Llentpa BBO».
CoTpyAHUYECTBO 3aUHTEPECOBAHHBIX CIEIHAIUCTOB B 3TOM (popMare ¢ KOOpAUHAIUEH
ux B3auMmojencTBus Llentpom BBD mo3Bonuno perynspHo Oka3bIBaTh JUCIIAHCEPHBIM
6onbHbIM BBD BBICOKOKBaTU(UIIMPOBAHHYIO CHENHAIU3UPOBAHHYIO MEIUIIUHCKYIO

IIOMOIIb, YTO U3MCHHNIIO KaYE€CTBO UX KHN3HH.
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B wuccnenoBanum ycraHoBiieHO, 4to 'y 96,92+1,52% crpapmarommux BbBD
MalUEeHTOB MPOSBJICHUE TEHOIEpMATO3a MPUXOANIOCH HA MEPBBINA T'OJ1 )KU3HU peOeHKa.
Camas mo3nHsst maHudecTanus reHojepmaro3a Oblla B JOIIKOJIBHOM Bo3pacte y 4
(3,08+1,52%) marueHToB U HA Y OJIHOTO U3 HUX €€ He 3a(DUKCUPOBAHO B MOJIPOCTKOBBIN
nepuoA u nozxke. Takum 006pa3zoM, B Bo3pacTe 10 S5 JeT y HaOII0AaeMOTro KOHTUHT€HTa
BbD wmanudectupoBan Ha KOXE W CIM3UCTBIX oOOomoukax. JlomwkHa OBITH
HAaCTOPOKEHHOCTh CIEIHAJINCTOB IMEPBUYHOTO 3BEHA MpPU OOpalIEHUU NETe 3Toi
BO3PACTHOM TPYIMIIBI C KamobamMu Ha MOSIBJICHUE IMMY3bIpeW W/WUIU 3pO3uil Ha KOXKE U
CIM3UCTBIX 00oJoukax. K KOHIly AomIKoJbHOrO Bo3pacta y 59 (76,62+4,82%, n=77)
6onbubIx [IBBD mpoucxonun perpecc KIMHUYECKUX MPOSIBICHUN, TUOO COCTOSIHUE HE
MeHsUI0Ch. BOT modemy B nporecce npouIakTHYECKMX OCMOTPOB JIETEH TOMIKOJIBHOTO
BO3pacTa HEOOXOJMM TINATENbHBIM cOOp aHamHe3a, Oecela C poauTeNsiMU peOeHKa,
MPUCTAJIbHBIA OCMOTp, Tak kKak uaeHTudukanus [IBBD npu cTépToil KamHUYECKOM
KapThHE OyJIeT 3aTpy/IHEHA.

Ananu3 8 60JIbHBIX NOrpaHndyHo ¢popmbl BB mokasan pa3Butue ocioxkHEHUN U
YXYJIIIEHUE COCTOSIHUSI, MPUYEM YJEIbHbIA BEC OOJIbHBIX C MPOrPECCUPOBAHUEM
CTEIMEeHM TSKECTU TeHOJIEpMAaTo3a B JOIIKOJbHBIM MEPUOJ BBIIIE, HEXKETU HA BTOPOM-
TpeTbeM rony — 62,51+17,12% u 50,0£17,68% coorBercTtBerHo (P>0,05). Takxke ObL10
MOKa3aHo, 4To OoJibHBIE ¢ AucTpoduyeckor Gopmoit BBD xamyrorcs Ha yBennueHue
IJIOIMIAIM  TIOPAKEHUS KOXHM U CIM3UCTBIX OOO0JOYEK TMOJOCTH pPTa, TAKEBIC
OCJIOKHEHHUSI OPraHOB M CUCTEM Ha BTOPOM-TPEThEM Toaax Xu3Hu — 87,88+5,68% wu
69,7+8,0% B Bo3pacte 3—6 net (P>0,05).

Takum o0pa3oM, paHHEe Hauyajo W MOporpeccupyroliee oOpa3oBaHUE Iy3bIpEi,
CyOBEKTHUBHBIX OILIYIICHUNW U OCIONKHEHUM B MOCIHEAYIOIIHUE JOUIKOJIbHBIE TOAbl MPH
[IpBbD u JIBBD no3BoisieT CBOEBPEMEHHO, YK€ B MEPBBIA I'OJl )KU3HHU, TOCTABUTH HX
Ha JUCIAHCEPHBI YYET M OKa3blBaTh CHEHUAIM3UPOBAHHYIO MEAUIIMHCKYIO MOMOIIb.
3aTeM, B JIOIIKOJBHOM BO3pacTe, Ha OCHOBAaHUM 3a()UKCHUPOBAHHBIX B MpoOlEecce
JTUHAMHYECKOrO0 HAOMIOJIEHUS] H3MEHEHUH KJIMHUYECKOM KapTUHBI 3a00JIeBaHMUs,
yTouHuTh TUN u ¢opmy BBD, ckoppekTupoBaTh MNPOrHO3, CHUMITOMATHYECKYIO

Tepanuio U TpoUIAKTUIECKUE MEPOTIPUSITHS.
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B pesynapTare nOpoBEAEHHOTO MOJIEKYJISIPHO-T€HETUYECKOTO 00Cie10BaHus
JNBEHAJUATH MauuMeHTOB ¢ BBD Mbl mpunmm kK BBIBOAY O TOM, YTO BBICOKA pOJIb
KOMIUIEKCHOTO  KJIMHUKO-UHCTPYMEHTAJIBHOTO  JA0OpAaTOPHOTO  OOCJIEAOBaHUA U
TIIATELHOTO cOOpa CceMeHOro aHamHe3a B BepuU(UKAIUUM TUIA, CcyOTUNa W
KIMHUYEeCKOM (opMbl  3a00€BaHMs, KOTOpbIE HEOOXOIUMBI B MOCIEIYIONIEH
KOppEJSIUU C JI0Ka3aTelbHOU 0a30i MEIUKO-T€HEeTUYECKOro aHanu3a. Takod moaxon
no3Bosier MeronoMm JIHK-guarHOCTMKM MOATBEPAUTH TEHETHUYECKYH) MPUPOLY
3aboneBanus, Tun BBD, a Ttakxke ycTaHOBUTH (pOpMy HacleqOBaHMS M MATOT€HHOCTH
MYTalUH.

B pesynprare mnpoBeneHHoro oo6cienoBaHuss 130 manueHTOB KIMHUYECKUN
JIMarHO3 YCTaHOBIJIEH B mpejenax tuna u cyoruna y 129 (99,23+0,77%) u3 nux: [IBBD,
[IpBbD, IBBD, Kunmnep-cunapom, B mpeaenax KOTOPBIX YTOYHEHBI KIMHUYECKHUE
(dhopMBbI reHoZIepMaTO3a U OJIUH MAlMeHT — C HeYTOYHEeHHbIM TunoM BBJD. AyTocomHo-
pEelleCCUBHBIN TUM Hacie[oBaHUs ycTaHOBiIeH y 60 (46,15+4,37%) nanueHtoB, a
ayTOCOMHO-JJOMUHAHTHBII — y HE3HAYUTEIbHO OOJBIIOr0 KOHTUHreHTa — 69
(53,08+4,38%) (P>0,05). Takum oOpa3zoM, cHOPMHPOBAIUCH ABE MNPUOIUZUTEIBLHO
OJIMHAKOBBIE TPYIINbl MAIMEHTOB C KAPJAWHAJIBHO OTJIMYAIOMMUMCI TMOIXOAOM K
MPEIYIPEKICHUIO NIEPEaYr I'eHHBIX MyTaluii NOTOMCTBY. B mocnennen rpynne BbO
nepenaerca 50% moToMcTBY Ipu 3a00J€BaHUU OJHOTO U3 poauteneit [35, 63], u poub
MEePBUYHON MPOPUIAKTUKK IMyTeM KOHCYJIbTUPOBAHMUS CEMEWHON maphl 371eCh
OTpaHUYEHA, a NPEAYNPEXKICHHE Nepeladyd MOTOMCTBY BO3MOXHO JHUIIb METOAOM
JOPOJIOBOM AMArHOCTUKH T€HOJEepMaTo3a y Imiojaa. B To ke Bpems, Ipu ayTOCOMHO-
peueccuBHOM Ture HacienoBaHuss BBD »sddexTrBHO KOHCYIbTHpPOBaHHE MOJIOJOM
Mapel 10 BCTYIUICHHS] B Opak O BEPOSITHOCTU POXKJICHUS y HUX JIETEH C MPOSBICHUSMHU
ATOTO T'€HOEPMATO3a.

Knunnueckast onenka BEBS y o0cienoBaHHOrO KOHTHMHI€HTA IOKa3aja, 4To
nerkas creneHsb TeueHus: BbD 3adukcupoBana y 0onee uem mnojaoBuHbl — 58,46+4,32%
OONbHBIX, cpeansis — y 16,9243,29%, tsaxenas — y 8,46+2,44%, odeHb Tsxkenas — y
16,1543,23%. IlomaBmstomee O0nbIIMHCTBO — 72 (55,38+4,36%) OOJIBHBIX C JIETKOU

CTEIMEHbIO TeUEHUsI CTPaiatoT mpocThiM TUoM BBJ. B atoit rpynme y 11 (8,46+2,44%)
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nokaszarenu BEBS cooTBeTcTBylOT Takke W CpeaHEW CTENEeHM TSKEeCTH, a y |
(0,77+0,77%) pebenka 7 netr ¢ repnetudopmusiM [IBED loynunr-Meapa — Tspxenon
co 3naueHuem BEBS — 41,13. MiMeHHO mnanuMeHThl € 3TOM KIMHUYECKOU (popMoi
npoctoro  BBD  TpebyioT  mpucCTalIbHOTO  JWHAMUYECKOTO  HAOIIOJEHUS,
CUMIITOMATHUYECKOM Tepanmuu mneauarpa U JAepMaTOBEHEposiora, Tak Kak y 9
(75,0£12,5%) u3 Hux (n=12) reHogepmaTo3 XapakTEPU3YETCs CPEIHUM U TSKEIIbIM
TEUEHHEM IIpoliecca.

VYnensHbli Bec cpenHer creneHu TedeHus [IpBbD cocrasmser 4,62+1,84%, a
nerkoit 1,54+1,08% (P>0,05).

3aboneBaHue TSIKEIO U OYEHb TsKeIo TmpoTekaeT y 32 (24,62+3,78%)
HaOmogaeMplx manueHToB, mnpuuém 30  (23,08+3,7%) — 92TO cTpajaroIme
reHepain3oBaHHeiM  perieccuBHbIM  JIBBD  Annono-Cumenca. Takum  oOpasowm,
reHepanu3oBaHHbIil pernieccuBHbii JIBBD Amnmomo-Cumenca — HaumOonee Tshkenas
dopma BBD, «kotopas yxe B NepBBIM TOJA  KU3HU  MaHUDeCTUpPYeT
WHBAIUAU3UPYIOIUMHU OCITOXHEHUSMH KOXH, CIU3UCTBIX O000JIOYEK U HOTTEBBIX
MJIACTHH, COMTPOBOXK/IAETCS KaXEKCUEH.

HecMoTpst Ha HeOousbliyto rpynmy OonbHBIX JOMUHAHTHBIM J[BBD, MoxHO
MPEANOJIOKUTh, YTO TMPU PETYIIPHOM JTUHAMUYECKOM HAOJIIOACHUU U JICYCHUH
reHOJIepMaTo3 MPOTEKAeT B JIETKOM M cpefHed cTeneHu TsxkecTu. MrauopupoBanue
MalMeHTOM PEKOMEHJAIMN ClelualiucTa MOXKET MNPUBECTH M K MaHU(ecTaluu
TSOKENBIX AehOPMUPYIONIUX PYOLIOBBIX OCJIOKHEHHI CIU3UCTOM OOOJOYKH MOJIOCTH
pTa, NHUIIEBOJIA U MANBLEB C KOHTPAKTYPOU U AHOHUXUEH.

VY HabnrogaeMblX HAMU MAIMEHTOB MCCIIEIOBAaHA COMYTCTBYIOIIAs MATOJOTUS U
BbI3BaHHbIC OCHOBHBIM 3a0oJieBaHueM ocioxkHenus. Tak, y 105 (80,77£3,46%) u3
HaOmonaembix 130 6onbHbix BBD nuarnoctupoBan kapuec, y 82 (63,08+4,23%) —
anemuss u 60 (46,15+4,37%) denoBek cTpaganud 3a00JIEBAaHUAMHU KEITyIOYHO-
kumeyHoro Ttpakta (OKKT): HemepeHOCMMOCTBIO TIIIOTEHA, CTEHO30M MHINIEBOJA,
XPOHUUYECKUMHU 3anopamu, AUCHYHKIMEH OMIMapHOro TpakTta, peditokc-330(arutom,
racTpUTOM, THUIIEBOM aljIeprueil, HapylIeHHeM MOTOPHUKUA KHUIIEYHUKA. BBICOK

yAENbHBI BeC OOJBHBIX C TIOBBIIIEHHONW (DOTOUYBCTBUTEIBHOCTbIO KOXU — 4
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4,624+4,36%. Taxkum oOpa3oM, coueTaHHas Marojorus B (opMme Kapueca, aHEMHH,
MaToJOTusl *KT U (OTOUYBCTBUTEIBHOCTH KOXHU HapsAay ¢ OyJIE3HO-3PO3UBHO-
SI3BEHHBIMU MPOSBICHUSIMHU MOTYT UHTEPIPETUPOBATLCA KaK BEpOSATHBINA mpuzHak BbD
npu ero Bepudukanuu. Hago oOpaTuTh BHUMAaHUE U Ha BO3MOXXHOCTh Pa3BUTHUS APYTrOM
JIOCTATOYHO TSKEIOW MaTOJOTUM, YCTAHOBIEHHONW HamMu y OosibHBIX BBD: maronmorun
oprana 3penus — 31,54+4,08%, omnopHo-gBuratenapHoro ammapara (OJIA) -
30,77+4,05%, anonuxum U oHuXomuctpobum — 21,54+3,61% wu 26,15£3,85%
COOTBETCTBEHHO, OTCTaBaHUsA B (uU3MYECKOM pa3Butun — 24,62+3,78%, pyOuoBoi
aJIONEIIMA BOJIOCUCTOM 4YacTh ronoBbl — 23,85+3,74%, martonoruu JIOP-opranoB —
10,0+£2,63% u cepaeuno-cocyauctout cucremsl (CCC) — 10,0£2,63%, nopaxxkenus: [{THC
—10,0+2,63%, 3aboneBanus mouemnojoBoi cuctemsl (MIIC) — 10,0+2,63%.

VYuuThiBas, 4TO BhINICYKa3aHHAS MATOJOTHS MOXKET MaHU(ECTUPOBATh B TOM WUJIU
MHOM COYETaHUU y OJHOTO MHIMBHAYyMa U CYIIECTBEHHO CHUXKATh Ka4€CTBO >KH3HU
6onpHOr0 BB3, ero cnocoOHOCTh K caMOOOCTY)KMBaHUIO, BEAET K MHBAIUAN3ALUN U
XPOHMUYECKON JEnmpeccuu, IleJIeHaNpaBiIeHHble NPOPUIAKTUUECKUE MEpPONPUSTHUS
JOJKHBI  TIPOBOJAMTBCSA TMEIUAaTpOM U JAEPMATOBEHEPOJOrOM C MPUBICYECHUEM
Y3KOCHEUAIU3UPOBAHHBIX Bpadyeil CMEKHBIX TpoQuiiei.

Takke B HACTOSIIEM HCCIEIOBAHUM YCTAaHOBJIEHA MATOTHOMOHWYHAS TeTpaaa
(kapuec, anemus, (¢(oTOuyBCTBUTENbHOCTh, auchyHkuus KKT), kortopas Moxker
paccMaTpuBaThCs KaK BEPOSITHBIM MpU3HAK mpocToro tuna B3, a nmpu aucnancepHoM
HaOJII0JICHUU U TPOBEJECHUU MPEBEHTUBHBIX MEPOINPHUATHN HEOOXOIUM aKIEHT Ha e
npopUIaKTHKE.

B pabote BbIsIBIIEHBI OCIIOKHEHUSI, TpUCYIIHe norpannyHoit popme BBI. Bricok
yaenbHblii Bec kapueca u naroigoruu KKT — 100% u 87,5+11,7% cooTBEeTCTBEHHO.
Hano ormeruts, yto npu nanHom tune y 50,0+17,68% obOciienyemMbIx KOXKHBIN Iponecc
OCJIOXHUJICA PYyOILIOBOM aJyiomnenueil BOJOCHUCTOM 4acTh TOJOBbL. B TO ke Bpems y
Kaxxaoro tperbero crpagatomero [IpBbD (37,5+17,12%) obOnapykeHbl HapylIeHUS B
(YHKIIMOHUPOBAHUU TOJIOBHOTO MO3Ta, TMATOJOTHS OpPraHoOB 3pEHUs, aHEMus,
oTcTaBaHue B (U3UYECKOM PA3BUTHHU, OHUXOAUCTPOPUs, POTOUyBCTBUTEIbHAS KOXKA, U

Ha 3TO Haao0 O6paTI/ITI) BHHMAHHC B IIPOLHCCCEC TUCITAHCCPHOI'O Ha6JIIOI[eHI/I$I.
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Jns marmenToB ¢ auctpoduueckoit popmoit BBD mpucyiie npeuMyiiecTBeHHO
coueTaHHass TUCYHKIMS OpraHoB U cucteM. [IpuuéM aHemusi, Kapuec U MOpaKEHUE
KKT NpEeBAUPYIOT Y MOJABIISIOIIETO OOJIBIIMHCTBA OOJBHBIX, a
(hOTOUYBCTBUTEIBHOCTh KOKH U aJIOMEIUsl BOJIOCUCTON YaCTH T'OJIOBHI y CE0s1 0OTMEYAIOT
OKOJIO TMOJIOBUHBI OOJIBHBIX. MBI OTMETHUIIU, YTO KOHTPAKTYPHI U MCEBIOCUHIAKTHIINH,
CHIDKEHUE OCTPOTHI 3peHud B rpynne [IBbD -noctatouHo yactoe siBIeHHUE, a TO3TOMY
TpeOyIOT OT TpPaBMATOJOTOB U O(PTAIBMOJIOTOB MPOBEACHUS JTUHAMUYECKOTO
HaOIIO/IeHUsT U TPOPUIAKTHUECKUX MepornpusTuil. HacTopoxkeHHOCTh CrenualinucToB
MEPBUYHOrO0 3BEHA TaKXe Heo0XoJumMa B OTOHOUIEHWHU MAaTOJIOTHU CEpJeUYHO-
cocynuctoir  cuctembl  (8,3+4,6%), yporeHutampHoro Tpakrta (16,7£6,2%),
SHJOKPUHHOU naTosioruu (5,56+3,82%), auchyHKIUMU IIEHTPaTbHON HEPBHOW CUCTEMBI
(8,3+4,6%) u maronmoruu JIOP-opranos (11,1145,24%)).

Jleuenue OonbHbix BBD  mpoBoguioch HaMu  CUMITOMAaTHYECKOE U
npodUIAKTUUECKOE, HAMPABJICHHbIE HA YMEHBIIICHUE TUIOMIAIA U TSIKECTU MOPAXKEHUS
KOXXH U CIIM3UCTBIX 000JO0UYEK, COMYTCTBYIOIIUX MYJIbTUOPTaHHBIX 3a00JIEBaHUN, UYTO
CrocOOCTBOBAJIO  MOBBINIEHUIO KadyecTBa JKU3HU TanueHta. Jlis mpoBeaeHus
MOJTHOIIEHHOM CUMIITOMAaTUYECKON Tepamuu BCE€ TNAlMEeHThl ObUIM 00ECTICYEHBI
MEePCOHATU3UPOBAHHBIM  TOJOBBIM 3amacoM JiIeKapcTBeHHBIX mpemnapatoB (JIII),
nepesizouHoro marepuana (IIM), neueOnbix nurarenbHbix cMeceit (JIIIC), BuTaMuHoB
Y MUKPO3JIEMEHTOB B COOTBETCTBUU C TSAKECThIO 3a00JI€BaHMUS.

[Tog KOHTpPOJEM U C MOMOINILI0O KOHCYJIbTALUM JIEUalllero Bpaya Jijisi Mal[ieHTOB
CO3/IaBAINCH YCIIOBUSI 0€30MacHOTO MPOXXKUBAHUS: MSATKas aTpaBMaTU4YHAs MeOelb U
UTPYILIKH, OJIEK]A U3 MATKUX XJIOMYATOOYMaKHBIX TKaHEW CO IIBAMU HAPYXKY, MSTKas
o0yBb, 3yOHasi MIETKAa € MSITKOM MmIeTHHOM u QTopcoaepxkaiias 3yOHas IMacra.
ColmtoieHre 1 KOPPEeKILHs ITUX YCIOBUM MPOBOIUIIOCH PETYJISIPHO MPU TUHAMUYECKOM
HaOJIIOICHUH.

B pesynbrare rogM4HOr0 AMCHAHCEPHOTO HAOIIONECHHUS W JIeUYeHUs] OOIbHBIX
nuctpopuueckoit dopmort BBD crenmenp TskecTu TedeHUs 3a00J€BaHMS YAANIOCh
CHU3UTH 3a CUET perpecca COCTOSIHUS Tj1a3, MUIIEBOAA, CIU3UCTOU 000JIOYKH MOJIOCTU

pTa, SMIUTCIU3allM 3B KOXH M IIOBBINICHHUSA MACChl TCJIa IIPH KaXCKCHMH. NmenHo
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CTEIEHb MOPAKEHUS ITUX OPTaHOB M MAPaMETPOB PErPECCUPOBAia IMOJ BO3IECHCTBUEM
[[EJICHANPABICHHO MPOBOJAUMBIX JieueOHbIX MeponpusTuid. CIO0XKHOCTH  HaMHU
3a)MKCUPOBAHbI B TIPOIIECCE TEpanmuu KOXKHBIX TOKpPOBOB. Poct mmomaan e
nopaxenusi otmeueH y 30,3+8,0% wnabmonaemsix ¢ JIBBD u Bcero y 12,1+5,68% - eé
yMmenbiienue (P>0,05). C yuéroM ycTaHOBIEHHBIX ()akKTOB HEOOXOAUMO HE JOMYCTUTD
YXYJIIIEHUs] KOKHOTO MpoIecca MPexkae BCEro B JIETHUM MepUoi, Y4TOObI B IPOXJIaTHOE
BpeMsl rojla crocoOCTBOBAaTh YMEHBIIEHUIO €€ MUIOAau MopaxeHus. Mbl caenanu
BBIBOJl O TOM, 4YTO JOOUTHCA OTOTO MOXHO, HM3MEHHB TEMIIEPATYPHBI pPEXUM
npeObiBaHus manreHToB ¢ JIBB3, To ecTh mpoBoas B apkoe BpeMs Tojia MOCTOSTHHOE
KOHJAUIUOHUPOBAHHUE BO3/IYXaA.

B pabore c¢ mamnwentamu, ctpanaromumu [IBBD  Jloynunr — Meapa,
() PEKTUBHBIM SIBISIETCSI paHHEE BCKPBITUE My3bIPs, MOCIIE YETO pa3pacTaHUe dJIEMEHTa
MPEeKpaniaeTcs, a CBOEBPEMEHHAsI MECTHAS T€paNus BEAET K SMUTEIU3AIUN HE3aBUCUMO
OT TEMIIEPATypbl OKpyKawomen cpeasl. [IpeanodTuTenbHbBIM —SBISIETCA MECTHOE
JIeYEHUE PaHbI B OTKPHITOI hopme Oe3 MepeBsS30UHbIX MAaTEPUATIOB, KOTOPHIE BHI3BIBAIOT
HEKOTOPOE TIOBBIIEHUE MOTOOTAEIICHUS M, KakK CJIEACTBUE, MAalEpalHIi0 KOXKH Y
oonbHbIX ToaTHNOM JloynuHr-Meapa [1BBD.

CnenyeT MOMYEPKHYTb, YTO JJisl BCeX OOJIbHBIX, reHepanuzoBaHHbiXx [IBBD
Kébnepa, oOs3aTenpHa Oe3omacHas OKpyKawomias cpefa, a g 4YacTh U3 HHX
HEOOXO0MMO u30eraTh Jaxke JIETKOro BO3JCHCTBUS HA KOXKHBIE TMOKPOBBI B JIETHEE
Bpems roaa. JlJisi mOCHeqHNUX, a TaKXKe JJIs MAIMEHTOB, CTPAJAIOIINX 3YJIOM KOXU IpU
MOBBIIIIEHHON TeMIepaType BO3/yXa, CTaOWIM3alus COCTOSIHUS OTMEYAeTCs MPHU €ro
OXJIAJKICHUU.

[IpoBenéunoe Habmonenue 3a namuentamu ¢ [IBBD, nokanuzoBanueiM Bebepa-
Kokelina, mo3Bonmino paspaboratb uM mpoduiakKTHYECKHe pekoMeHaauuu. Tak, B
JETHUW TEPUOJ HYKHO OrpaHUYUTh (U3UYECKYI0 AKTUBHOCTH (XOIn0a, 3aHSATHUS
MMCAHUEM, CIIOPTUBHBIEC UTPHI), HEOOXOAUMO HAXOJIUTHCS B OXJIAKAEHHOM MTOMEICHUH,
MepEeIBUTaThCS MO IOMY B JIETKMX HOCKAX, 4aCTO 00pabaThiBaTh KOHEUHOCTH XOJOAHOM
BOJIOW WJIM MPUKJIAJBIBATH JEM, a B 3MMHEE BPEMS HEXKEIATEIBbHO MEPErPEBaTh CTYITHU

ype3MepHO TEMION 00yBBIO U HOCKamu. MM 11enecoo0pa3HO MPOBOAUTH YAaCTYIO CMEHY
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0o0yBH (00si3aTeNbHO MsTKasi 00yBb), YTOOBI HE AOIMYCKaTh TPEHUSI OJHUX U TEX K€
y4acTKOB KOH. J[Ji1 ObICTpOM pereHepalnuu, Mmy3blpd HYKHO BCKPBIBATh KaK MOYXKHO
paHblile © 00paboTaTh SMUTEIUIUPYIOLIUMHU MpenapaTamu.

[IpoBea€HHOE HaMM HCCIEAOBAHUE AUCTAHIMOHHOIO PEKHMa AUCIIAHCEPHOIO
HaOJIIOJIEHUsT TPOJIEMOHCTPUPOBAIO  €ro  3(P(EKTUBHOCTL U BOCTPEOOBAHHOCTH
nauueHtamu  BBD. Dtomy cnocoOcTBOBama u  opraHu3aius  COMNPOBOXKICHUS
texuuueckuM nepconasiom MIIO TI'bY P/l «PKBJl» Ha BcéM »sTame OHIalH-
KOHCYJBTUPOBAHMS Mpoliecca HCMHOJIb30BaHUSI OOJBHBIM MOOWIIBHOTO MPUIIOKEHUS
nporpammbl. [locnmenusas Takke oOecleuyrnBaeT 3alllUTy MEPCOHAJIBHBIX JaHHBIX
MOJIb30BaTENsl U XpaHeHUE MH(OpMAIIMU O CeaHCe TEJNEKOHCYJIbTUpPOBaHUS. Pelenue
HaMH MpoOJeM KadecTBa, MpefocTaBisieMblx skcnepty llenTpa ¢otomarepuanos,
OCBECIICHUSA W IIYMOMW3OJALMU YCTPAHSAET TEXHUYECKHE MPENSATCTBUA K BBICOKOMY
YPOBHIO OKa3aHUS MEAULMHCKON TOMONIU.

[Tocne BeipaGotkn TOOMC PJI  kpurepueB  CTpaxoOBbIX  TrapaHTU
(uHaHCUPOBAHUS ceaHCa TEJIEKOHCYJIbTUPOBAHMS, JUCTAHIUOHHBIA (opMar MOKeT
OBITh PEKOMEHJIOBaH K BHeApeHHio B pyTuHHyro mnpaktuky ['BY PJI «PKBJl» npu
BegeHnU 00JLHBIX BBD.

Cpenn ypoXeHIEB JBEHaAlaTh panoHoB JlarectaHa — AKYIIMHCKOTO,
bornuxckoro, J[laxamaeBckoro, Kaiitarckoro, KapaOyaaxkenckoro, KasikeHTckoro,
Kusumtoprosckoro, Kynuackoro, Jlakckoro, JleBammHCkoro, XacaBOPTOBCKOTO,
[amuneckoro u cena Kenxu Ulatoiickoro paiiona YeueHckoih PecnyOnuku
(mpoxxuBatoT B KuznsipckoMm paitone [larectana) — ormedaroTcs 1o JiBa U 06ojee ciyyas
oonbubix BBD. B onuHHaamaTé ASTHUYECKHM OOOCOOJIEHHBIX aAMUHUCTPATUBHBIX
paiionax  PecnyOnuku ~ Jlarecran — 3aUKCUpOBaHBI  CIOyd4aul  PELIECCUBHOIO
JABbD.Umerorcs B Buay  AkymuHCkuil, JlaxagaeBckuii, XacaBIOPTOBCKHUI,
JleBammuckuii, KanTarckuii. Kapabynaxkentckuit, Kynunckuii, HoBonakckui,
Ceprokanunckuii, Tnsgpatunckuit u I[llamunbckuid  paiioHbl. DEHOTUNUYECKYIO
MaHudecTaluo 3TOro 3a0ojeBaHusl OOyCIaBIMBAET MyTallusi I'€Ha B TOMO3UTOTHOM
cocTostHUU. OTHU (PakThl TpeOyIOT KOHCYJIbTAIlUUM TEHETHKa Mepell OpakocodyeTaHueM

BBIXOOIICB U3 3TUX paﬁOHOB U JTMHAMHYCCKOI'O Ha6J'IIOI[eHI/I$I HOBOPOXIACHHBIX B CBA3U C
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yrpo3oii manudecraiuu BBD u HEoOXOAMMOCTH CBOEBPEMEHHOTO MPOBEICHUS
CUMITOMAaTHYECKOU TEPAIUH.

VY HaceneHus oOmnpeAeNEHHBIX ITHOTpaPUUECKUX TEPPUTOPUM, MO0 BETyIINX
OTTyJa TEHEAJOTHI0, PACIpPOCTPAHEHA MYyTalHus, TMPOSBIAIOMAICS B TOMO3UIOTE
norpannudoit popmoit BBD. Illectepo u3 3TUX OOJBHBIX BEAYT POJIOCIOBHYIO U3
bornuxckoro paiiona Jlarecrana u mo omHomy — u3 Jlakckoro u Kaz0ekoBckoro.
Mononox€HaMm, F€eHEATOTHYECKOE IPEBO KOTOPBIX KOPHIAMU YXOJUT B BBIIICYKAa3aHHbIC
aIMUHUCTPATUBHBIE  €IUHUIIBI, HEOOXOJUMO  PEKOMEHJOBaTh  MOJEKYJSPHO-
FEHETUYECKOE TECTUPOBAHMWE HAa HAJIWYHUE PEIECCHBHOW MATOJOTHMYECKOW MYTallWH,
acconuupoBanHoii ¢ penotunom [IpBBD.

Ha ocHOBaHUUM OILIEHKHU BIIMSIHUS 3K30TE€HHBIX (DAKTOPOB HA COCTOSIHUE KOMXHOTO
nporecca OOJIBHBIX OYJIE3HBIM  SMUAEPMOJIU30M B MPUPOJAHO-KIMMATHYECKUX
ycaoBusix PecnyOnmuku JlarectaH UM TpeAnucaHbl BaHHBI C KOpoMl ay0a, TpaBoif
POMAILIKH, KAJICHAYJIbI WM 4Yepelbl, a TAKKE MPUMOYKH W3 OXJIAXKIEHHOTO BOJHOIO
OTBapa 3TUX TPaB Ha OYaru MOPAXKEHUS, C XOJOAHOM BOJOW, a TaKKE HCKIIOYUTH
MPsSIMOE BO3JICHCTBHUE COJTHEYHBIX JTy4el Ha KOXY U MPEObIBAHUE B YCIOBUSX BBICOKHX
temneparyp [11].

Takum o00pa3om, opraHu3oBaHHass OonabHbIM BBD mnepconanu3upoBaHHas
MEIUIMHCKAs] TOMOIIb C HCHOJIb30BAHUEM COBPEMEHHBIX  TEIEMEIUINHCKHUX
TEXHOJIOTUM TO3BOJIMJIA MMOBBICUTH YPOBEHb MPEIOCTABISEMBIX MEIUIMHCKUAX YCIYT H

YIy4lIuTb UX Ka4C€CTBO KU3HU.
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BbIBO/IbI

1. Manugecrauust BBD Ha koe U CIM3UCTBIX 000JI0UKaX y BCeX OOJIbHBIX B
KJIIMMaTU4YecKuX yclioBusix PecnyOnuku [larectan mpowusoluia B Bo3pacTe 10 5 JIET:
96,92+1,52% - B nepsbiil rox xu3Hu u 3,08+1,52% - no3zxke. K KOHIly TOMIKOJIBHOTO
nepuona y 76,62+4,82% mnauueHToB ¢ mpocThiM BBD kiIMHWYECKue NpOSBICHUSA
perpeccupyroT Ju0O0 COCTOSIHMUE HE MEHsieTcs, a mnorpaHuuHbli Ttun BbD
MPOJEMOHCTPUPOBAT PA3BUTHE OCIOXHEHUW U YXYHIICHHE COCTOSHUS TKECTH
KIIMHUYECKUX NpOSBICHUN y HaOmogaemMoro KoHTUHreHTa. I[lpu muctpoduueckoit
dbopme BBD ycTaHOBIEHO yBENWYEHUE TUIOMIAU MOPAXKEHUS, TSHKENBIE OCIOKHEHUS
OpraHoOB M CHCTEM Ha BTOPOM-TPETHEM roay ku3Hu y 87,88+5,68%, a B Bo3pacre 3—6
ner —y 69,7+8,0%.

2. Pazpaborannsiii anroputM BepuduKanuu OyJUIE3HOTO SIHUICPMOTIU3A
MPOJIEMOHCTPUPOBANT CBOIO 3(PPEeKTUBHOCTL — Tur/cy0oTun ycranosiieH 99,23+0,77%
nanuentam: 64,62+4,19% - npoctoit tun, 6,15+2,11% - norpannunsiii 24,62+3,78% -
nuctpopuueckuit u Kungnep-cunapom — 0,77+0,77%. 3HaUUTENBHYIO IO COCTABUIH
peaKo auarHoctupyembie  (OpMBI:  TpOCTOM  TeHepaiu3oBaHHbld KéOHepa —
14,62+3,1%, npoctoit  repnetudopmubiii  Jloynmunr-Meapa — @ 9,23+2,54%,
JTOMUHAHTHBIM aucTtpoduueckuii. — 3,08+1,52%. OmpeneneHa TakkKe TKECTh
reHogepmaro3a BEBS: mamuenTsl ¢ n€rkod crteneHbro cocTaBuin 58,.46+4,32%,
cpennen — 16,92+3,2%, tsoxénon — 8,46+2,44% v ouens Tsoxénon — 16,15+3,23%.

3. [TarmeHTsI, CTpagarIIMe reHepaTu30BaHHbIM pereccuBHbBIM BBD Amnnono-
Cumenca, uMeroT auana3oH uaaekca Tsoxkectd BEBS ot 31,5 mo 82,0 m cocraBisioT
IPYIIy pPUCKA Pa3BUTHUS B MEPBBIA TOJ KU3HU WHBAIUIU3UPYIOUIUX CTPYKTYPHBIX
aHOMAJUi: KOHTPAKTYpPHI, IMCEBAOCHUHAAKTUINM, HapylieHue (QyHKIUU OMOPHO-
JBUTATENIbHOTO  alllliapata, CHUXEHUE OCTPOThI 3pPEHHs, CyXKEHUE MUIIEBOJA.
AccollMupoBaHHblE € O3TUM (PEHOTUIIOM MYTallMM Te€Ha pPaclpoOCTPaHEHbl B
ONMHHAAIATH CyOdTHUYECKHX paiioHax [larectana: AxymuHckoMm, JlaxamaeBckowm,

JlepamunckomMm, Kaiitarckom, KapaOynaxkentckom, KynuackoMm, CeprokaamHCKOM,
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HosonakckoMm, Tnsparunckom, XacaBropToBckoMm, [llamuibckom. DakTopoM puCKa
ABJISIETCS Opak MEX1y MPEJCTABUTEISIMU YKa3aHHbBIX TOMYJISIINIA.

4. Koopaunanust 1 B3auMOJEUCTBHE CMEXKHBIX crenuanuctoB lLleHTpom
OyJUIE3HOTO  AOUAEPMOJIM3A COTJIACHO  YTBEPKIAEHHOMY «AJTOPUTMY OKa3aHUS
MEJIUIIMHCKOW MOMOIIU U TPOPUIAKTUKY OCTIOXXHEHUN Y TucnaHcepHbIX 00abHbIX BBD
cienuanucramu  komuccun  [[BBD»  mo3Bomwiio  peryisipHo  IpegoCTaBIISITh
JTUcIiaHCepHbIM 00JIbHBIM BBD BhICOKOKBaNMM(UIIMPOBAHHYIO MEIUIIUHCKYIO TTOMOIIIb.
[Tokazarens BEBS ynamoce npu stom cHM3UTh y 45,5+8,67% OO0NBHBIX C CaMbIM
TsKENBIM quctpoduueckuM BBD n'y 33,3+8,2% coxpaHuTh Ha TOM e ypOBHE.

5. KoMOuHUpOBaHHBI CUHXPOHHO-AaCUHXPOHHBIN JTUCTAHIIMOHHBIN (Qopmat
JUCIIAHCEPHOTO HAOJIOAEHUS, MO3BOJIWI (DPEKTUBHO MPEAOCTABIATH MEIUIIMHCKYIO
YCIAYry  BBICOKOKBanu(UIMpOBaHHbIX  crnenuanuctoB  llenTtpa  Oymié€sHoro
snuaepMonn3a. B ycrnoBusix pacnpocTpaHEHUs KOPOHABUPYCHOM MHGEKIUHU, a TaKKe
npoxuBanus 68,5+4,12% OonpHEIX BBD B oTHan€HHBIX ropojax W paloHaX peruoHa
TENEKOHCYJbTUPOBAHUE SIBJISIETCA BOCTPEOOBAHHBIM U TMPUOPUTETHBIM METOAOM

ONTUMU3AIUHU Je4eOHO-TpodrITaKTHYeCcKO momoiu 00ibHEIM BBD.
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NPAKTUYECKHUE PEKOMEHJALIUAN

1. Pannee Hawano u mporpeccupyroiiee 00pa3zoBaHHE MY3bIpeH, CYOBEKTUBHBIX
OLIYIIEHUN U OCIIO)KHEHUW B MOCIEAYIOMME JOMKOJIbHBIE Toabl ipu [IpBbD u IBbBD
MO3BOJISIET CBOEBPEMEHHO, YK€ B MEPBBIM T'0J1 )KU3HU, TOCTABUTh UX HA JUCIIAHCEPHBIN
y4e€T M OKa3blBaTh CICIUATU3UPOBAHHYI0 MEIUIMHCKYIO TOMOIIb. 3aTeM B
JOLIKOJIBHOM BO3pacTe, HA OCHOBAHUH 3a(PUKCHUPOBAHHBIX B MPOLIECCE JUHAMUYECKOTO
HaOII0/IEHHS] U3MEHEHHUI KIIMHUYECKON KapTUHBI 3a00JIeBaHusl, YTOUYHUTh TUI U (POpMY
BBD, ckoppekTupoBath IPOTrHO3, CUMITOMATUYECKYIO TE€pPANUI0 U MPOPUIAKTUUECKUE
MEpOIPUSITHUSI.

2. [Tannentst ¢ repnetudopmusiM [IBBD [loynunr-Meapa TpeOyrOT IpUCTaTIBLHOTO
JUHAMHYECKOTO  HAOMIOJEHUs, CHUMIOTOMATHYECKOW  Tepamuud  neauarpa W
nepMaToBeHeposiora, Tak kak y 9 (75,0£12,5%) w3 Hux (n=12) reHomepmMaros
XapakTepu3yeTcsi CPEeIHUM U TSOKEIbIM TEUeHHeM Iporecca. B ux Tepanuu
() PEKTUBHBIM SIBISIETCSI paHHEE BCKPBITHE MY3bIPs, MOCIE YETO pa3pacTaHue dJIEMEeHTa
IIPEKpaIIAeTCs], a CBOEBPEMEHHAsI MECTHAs Teparus BeAET K SMUTEIN3alUNd HE3aBUCUMO
OT TEMIIEPATYPhI OKPYKAIOIIEH CPEIBI.

3. Manudecranus 3a0oneBaHusi y OOJIBHBIX MPOCTBIM TIeHepaiu3oBaHHbBIM BbBD
Kébnepa orpanuueHa, 3a peaKUM HCKIIOYEHHEM, KOXHBIMU TOKPOBAaMU U Yy
47,37+11,5% cocTosiHME HUKAK HE CBSI3aHO C JICTHUM IOBBIIIEHUEM TEMIIEPATYPHI, a B
TEYEHUE BCEro rojla OHO OMpPEAEIAETCS CTENEHbIO 0€30MaCHOCTH OKPYXKAIOLIEH Cpe/bl.
B 10 xe Bpema 26,32+10,1% nanueHTOB 3TOM MOATPYIIIBI OTMEYAKOT 3YJ KOXH B
XKapKoe BpeMsl rojia U y HUX ke 3a(UKCUPOBAHO YBEIWYEHUE TUIOLIAIU MMOPAXKEHUS
kocku u BEBS, kotopble cTaOMIM3UpylOTCS MPU UCKYCCTBEHHOM (€CTECTBEHHOM)
OXJIQXJIEHUU TeMIEPaTyphl BO3IyXa.

4. TenexoHcynbpTanusi aOCOMIOTHO TMOKa3aHa OOJIbHBIM TsDKENbIMU (popmamu BB,
TaK KaKk HMX TPaHCIOPTUPOBKA, CHATHE OJEKIbl U TMOBSI30K BEAET K OCIOKHEHUIO
KOXXHOT'O MPOLECCa, a 3TU IPOLEIYpPbl 32aHUMAOT MHOI'O BPEMEHHU IIPU OYHOM IpUEME.

Jlnst perienus mpoOJieMbl KaueCTBa aCHHXPOHHO MPEIOCTaBIIeMbIX (HOTOMATEPUATIOB U
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oOecrieueHUs peKUMa OCBEIICHUS W THUIIUHBI TMPU OHJAWH-PopMaTe HEOOXOIUMO
BKJIIOYUTD 3TU TPEOOBAHUS B MHCTPYKTAXK MAIIUEHTOB.

5. BoisBiieH BbicOKHI ynenbHbI Bec OonbHbIX BBD B ropomax: Maxaukane -
16,15+3,23%, Kacnuiicke - 16,924+3,29% u Kuzmsape — 5,38+1,98%, a Ttaxxke B
Kuznsipckom paiione — 25,38+3,82%, XacaBropToBckoMm — 6,92+2.23% u TapymoBckoM
— 3,85+1,69%. JIns moBBIIICHUS KayecTBa MEIUIIMHCKOM IMOMOIIM, IAllUEHTOB ATHUX
aIMUHUCTPATUBHO-TEPPUTOPUATBHBIX ~ €UHUIl 1[€JeCO00pa3HO B JAUCTAHIMOHHOM
dbopmate Bectu nof marpoHaxeM Ilentpa BBD I'BY P/l «PKB/I» B pexume «Bpau —
Bpau» M «Bpayd — MalUECHT.

6. Cpenn HaceneHus, BENyILIEro TreHeanoruto u3 borimxckoro, Jlakckoro wu
KazbekoBckoro paiioHoB Jlarectana, pacnpocTpaHeHa MyTalusl, MPOSIBISIONIASACS B
romo3urore mnorpanuuHbiM BBD. Ilepexg BcTymieHueM B Opak ypoOXKEHIAM 3THX

pailoHOB HEOOXOIUMO PEKOMEHA0BATh KOHCYJIbTAIIMIO T€HETHKA.
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NEPCHEKTHUBBI JAJTBHEUIIENW PASPABOTKH TEMbBI

JlanpHelmee MONEKYJIAPHO-TEHETUYECKOE HCCIEAOBAHUE OJHOW W3 KPYITHBIX
nonyysiuii  6onpHbIX BBD ¢ BepuduiupoBaHHBIM THUIIOM U CYOTHIIOM IO3BOJIUT
YCTAaHOBUTh paHEE HE OINUCAHHbIE TEHETUYECKHUE MYTallud U  TOMOJHUTH
MEXJyHApOJHYIO 0a3y JHaHHbIX - MeHaeneeBckoe Hacieawe y uenoBeka (Online
Mendelian Inheritance in Man — OMIM).

[lenecooOpa3Ho JUCTAHIIMOHHBIM (opMaT JUHAMHUYECKOTO HAOMIONCHUS W
QITOPUTM OKa3aHWs MEIUUMHCKOM TOMOIIM aJanTUpPOBaTh K MalMeHTaM ¢

XPOHUYECKUMH JIEPMATO3aMH.
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CIIUCOK COKPAIIIEHU 1 YCJIOBHBIX OBO3HAUEHUU

BBD — BpoxaeHHbIN OyIIIe3HBIN 3MHAEPMOIN3

BO3 — BcemupHnas opranusanust 3[paBOOXpaHECHUS

I'bY PJI « IPKb» — I'ocynapcTBeHHOE Oro/15keTHOE yupexaenue PecryOnuku Jlarectan
«Jlerckas pecnyOnukanckas kauHuueckas 6onpHua uM.H.M. KypaeBa»

I'bY P/l «PKb» — I'ocynapctBenHOe OrokeTHOE yupexaenue PecyOnuku Jlarectan
«Pecny0nmkaHckast KIMHUYECKas 0OJIbHUIIA»

I'bY PJI «PKBJI» — I'ocynapcTBeHHOE OrokeTHOE yupexaenue PecyOnuku Jlarectan
«PecnyOnmKkaHCKUN KOKHO-BEHEPOJIOTHUECKUN JUCTTAHCEP)

I'bY PJI «POb» — I'ocynapctBeHHOE O10/1KEeTHOE yupexkaenne Pecriyonuku [larectan
«Pecnybonukanckas odranbmoniorudeckas oonpauia uM. X.0. bynayay

I'bY PJI «PIIL» — N'ocynapctBenHoe OrokeTHOE yupexaenue Pecniyonuku Jlarectan
«PecnyOnuKaHCKU IepUHATANIBHBIN [IEHTP»

JBBD — nuctpoduueckas GpopmMa BpOxKIESHHOTO OYJUIEIHOTO SMUIECPMOIN3A WU
TUCTpOopUUECKU BPOKAEHHBIN OyJUIE3HBIN AMTUIEPMOITU3

JIHK — ne30xkcupuOOHyKIEnHOBas KUCIOTA

KKT — xkeny104HO-KHIIEYHBINA TPAKT

NAK — uMMyHO(DITII0OpECIICHTHOE aHTUTEHHOE KApTUPOBAHUE

NMH — u3znenus MeIMIUHCKOTO Ha3HAYECHUS

NMT — nnpekc macesl Tena

UIIO — otnen nHGOpMaLIMOHHOTO 00ECTICUeHUS

KC — Kunanep- cuaapom

KCA — kocTHO-CyCTaBHOM anmapar

JIIT — neueOHOE UTaHKE

JITIC — neyeOGHBIE NUTATEIBHBIE CMECH

JIITY — neueOHO-TPOPUIAKTUUECKUE YUPEIKICHUS

MII — MeguuUHCKHE TTpenapaThl

MIIC — moyemnosioBasg cucreMa
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«HMMUL] 300poBea nerein» — @enepanbHOE roCyJapCTBEHHOE ABTOHOMHOE YUPEKICHUE
«HarnuoHanbHBIN MEIUIIMHCKUAN UCCIEA0BATEIbCKUN LIEHTP 3J0POBbS JECTEH»
MunucrtepcTBa 3apaBooxpanenus Pocculickon @enepanuu

O/JIA — onopHO-ABUTaTENbHBIN annapar

[IBB3 — npocTtoii BpoxkAeHHBIN OYJIIE3HBIN 3MHASPMOIIN3

[IpBBD — norpannyHbIil BpOXKACHHBIN OyUIE3HBIN AMTUIEPMOIN3

[IM — niepeBs304HBIN MaTepUan

CCC — cepaeuHo-cocyaucTasl CuCTeEMa

CHIA — Coenunénnsble IlITatel AMepuku

TOM — TpaHCMUCCHOHHAS SJIEKTPOHHAS] MUKPOCKOIIUS

YO — ynerpaduosieToBoe U3IyUCHHE

OI'BY BO «JITMY» — ®denepanibHOE TOCYy1apCTBEHHOE OI0/KETHOE 00pa3oBaTebHOE
YUpEexIAEHUE BBICILIEr0 00pa3oBaHus «JlarecTaHCKHil rocyJapCTBEHHBIM METULIMHCKUI
yHHUBEpcUTET» MUHHCTEpPCTBA 31paBooxpaneHust Poccuiickoit @enepannu

HI'b — LentpanbHas ropojackas 00JIbHULIA

[Pb — [lentpanbHas paitonHasi 00JIbHUIA

BEBS (The Birmingham Epidermolysis Bullosa Severity score) — bupmunremckuii
MHJIEKC TSKECTU OYIJUIE3HOTO AIUIEPMOIN3a

COVID-19 — xoponaBupycHas uadekius 2019 rona

DEBRA — MexayHapoaHasi acCOMAIMS MO0 UCCIEAOBAHUIO OYIIIE3HOTO
TUCTPO(PUYECKOTO IMUAEPMOIIN3A

ExAc — Exome Aggregation Concortium

HGMD profeccional — Human Gene Mutation Database Profeccional

gnomAD — Genome Aggregation Database

OMIM - Online Mendelian Inheritance in Man
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HNPUJIOKEHHUE A. /IlepmaTosiornyeckuii onpocHuk «KavecTBo :ku3HM 00JIbHBIX
OYyJIIE3HBIM 3MUAEPMOJINU30M)

@O 601bHOTO ¢ BPOXKIECHHBIM OyJUIe3HbIM snuaepmonn3oM (BBD) ,
JlaTa 3aroTHeHUS: , TeJI. KOHTAaKTHBIN

1 | PaiioH (oTkyzna poom): caM nanueHt-1, oren-2, Mars-3

2 Ceno (oTKyJa pofoM): caM MalueHT-1, oreu-2, MaTb-3

W N — | N —

[TocTostHHOE MECTO MPOKUBAHUS. YKa3aTh p-OH, CEJO (TOPO), MOUYTOBBIN ajpec.

ITon (M/%)

JlaTa poxxneHus

Mecsn poxaeHust

"o poxknenus

Bec/ poct

O |0 |II |||k~ W

Xapakrep Opaka poauTeneld: HepoJICTBEHHBIH-1, pOACTBEHHBIN-2, CHOCHI
JIBOIOPOJIHBIE-3, TPOIOPOIHbIE-4, TaJIbHUE POJCTBEHHUKHU-S (yKa3zaTh udpy)

10 | B cempbe cTpagaer BED: oten-1, matb-2, 6pat-3, cectpa-4 (ykazats uudpy)

11 | B cembe cTpagaer ApyruM reHoiepMaro3oM: orel-1, mare-2, Opar-3, cecrpa-4
(ykazatp upy); yKa3aTrb KaKUM T'€HOJIEPMATO30M

12 | KakuMu COMyTCTBYIOIMMH HACJIEICTBEHHBIMU 3a00JIEBAHUSMU CTPAAeT
MALUEHT

13 | IIpu ocmoTtpe: kapuec-1, m1agOHHO-TIOIOIIBEHHBIN THUIIEPKEPATO3-2, HAIIUYNE
BOJIOC B ITOJMBIIICYHOM 00J1acTH-3, Ha T0OKe-4, HAJIU4Yue aJoNClUK Ha BUT-5,
aJIoNenust IPyrux yyacTkax - 6, HanmU4Ke OeIbIX aTPOYUIECKUX
0JIOC HA TYJIOBHUIIE-7, HA BEPXHUX KOHEUHOCTAX-8, Apyroe-9

14 | Hannuune anemuu-1 1a/HeT, modedHast HEJOCTATOYHOCTD -2 J1a/HET,
SMHUIENTUYECKHE IPUTIAAKK-3 a/HeT, 3a00eBanue cepaia-4 1a/HeT, OmyXoiu
KOXKH-5 Jja/HeT,

15 | Hanuuwme 3a6oneBanust BBD B pogocnoBHol: na-1, HeT-2, He 3HA10-3

16 | boau B monoctu pra: ga-1, Her-2

17 | Ilpuém numu 3atpyaHén: na-1, Her-2 (ecau 1a, TO IOYEMY)

18 | lpixanue 3atpyaHeHo: na-1, ner-2 (ecinu aa, noyemy)

19 | IlepBble my3bIpH MOSIBUINCH B BO3PACTE: C POXKACHUS-1, B IEpUOJ NOA3aHUA-2, B
MIOJIPOCTKOBOM BO3pacTe-3, B 3pesioM Bo3pacte-4 (ykazatb udpy)

20 | Coneprkanue my3blpei: cepo3Hoe-1, remopparuueckoe-2

21 | Cumnrom Hukonsckoro: ga-1, ner-2

22 | Pa3Butuio my3bIpeit cmocoOCTBOBaNIA TpaBMa: jia -1, HeT-2

23 | I'ne nosiBUIMCH My3bIPU: CTOMBI-1, KOJIIEHHU-2,
apyroe (yKaxuTe rae) -3

24 | Hannuue 3po3uii Ha CIIM3UCTOM: A3bIK-1, 110 KpasM JECeH-2, KpaCHOM KaiiMbl
ry0-3, KpacHO# KaiiMbI I'y0 ¢ IEpeXx00M 3pO3HH Ha CIU3UCTYIO MPEAIBEPHUs
potoBoii nonoctu-4, XKKT-5, pnaranuiia-6
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25

Ecnu Habmoaetcs nopaskeHue CIM3UCTON 000JI0UKH TIOJIOCTH PTa UMEETCs JIU:
aHeMusi- 1, 3aTpyIHEHHE UTAHUA-2, OTCTaBaHUE B (pU3. pa3BUTUHU-3, MBIILICYHO-
ckeneTHas nedopmanus-4

26

Ecnu nabmonaercst mopaxkenue ciuzuctoit ooonoukn KKT nmeercs u:
aHeMusi- 1, 3aTpyIHEHO UTaHUe-2, OTCTaBaHUE B (PU3. pa3BUTUH-3, MBIILICUHO-
ckenerHas nedopmanus-4

27

Teuenue 3a00seBaHUs TIOCIIE AOCTHKEHHSI Bo3pacTta 1 Toa: arpeccuBHO-1,
ociiabeBaer-2

28

C BO3pacTOM BBIpaXKEHHOCTh IIOPAXKEHUS yYMEHbINAIAch -1, CTaHOBWIIACh OOJIbILE
JIOKQJIBHO-2, IPUYPOYMUBAJIACH K KUCTSM U CTOIIAM-3, BBICHIIIAHUS CTAHOBUJIMCH
peaKuMu-4, yBeJIMUMBAJIACh-5, HE U3MEHSIACh-6

29

K BBICBHITaHUSAM IPUCOSAUHSIIOTCS BTOPUYHBIE HHPEKITUU
na-1, ner-2

30

Ecimu MPUCOCAUHAIOTCA BTOPHUYHBIC I/IH(I)CKL[I/II/I, TO: B ME€CTax C HaI/IGOHBI_HI/IM
,Z[aBHeHI/DIM-l, B TCIIJIOC BpEMA roz[a-2, B MECTax C ITOBBIILICHHBIM
MOTOOTAENeHHEM-3, apyroe-4 ( )

31

[Ipornecc anuTenU3auu KOKU: MEUIeHHO-1, ¢ pyOIiom-2, 6e3 py6Oia-3,
C MyTHJISIIICH pyO1IbI-4, GOPMUPYIOTCSI MUITHYM-TI0I00HBIC KUCTHI-5,
aucTpodust HOrren-6

32

PyO1e1 Ha KOXe: runepTpoduueckue-1, HopMoTpopuieckue-2,
atpoduyeckue-3

33

[Tporecc anuTeNnnU3anuy 3pO3UN CIU3UCTON: MeJIeHHO-1, ¢ pyOIioM-2, co
CTPUKTYpOH -3

34

ITo mepe yBenuueHus craxa Oonesnu (6oneer JIET) MOSIBUJIMCH: OYaru
JIaIOHHO-TIO/IONIBEHHOTO THIIepKepaTo3a-1, oHuxoauctpodun -2, TUCXPOMUN
HOT'TEH -3

35

B nucraneHOM OTAENE BEPXHUX U HUKHUX KOHEYHOCTEN:
(bopMHUpYIOTCS KOHTPAKTYPBI-1, MyTHIISIIMH-2, CHHIAKTHINU-3, aMITy TaIUs
MaJblEeB KUCTEH -4, aMIyTalus NajbleB CTOM -5

36

Hapyuienne nurMeHTauu Koku: TurepnurMeHTanusi- 1, runonurMeHTamnus-2,
eUrMeHTaInA-3

37

Penxue npusnaku BBO: anonenus-1, runep-runoruapos-2, B oja0CTH pTa
9pO3uH, My3bIpHU-3, Kapuec-4, MUKPOCTOMUS-5, 3aTPyAHEHO III0TaHue-6, pBoTa-
7, 3a110pBbI, MOHOC-8

38

Hamnune rpanysIiMOHHOM TKaHU B MECTAaX MEXAHUUYECKOTO BO3AEHCTBUS:
BOKpPYT pTa-1, B KPYNHBIX CKIaAKaxX-2, HA HOTTEBBIX BaJIMKax-3, HET-4

39

OO0pa3oBaHue HOBBIX My3bIPEH B XKapKyIO Moroay: na-1, Her-2

40

['unonnaszus 3yOHOMN sManu (ToueyHble yriyOIeHus: Ha TOBEPXHOCTH 3y0a): na-
1, Her-2

41

Hanuune ocnoxxnenuit BED: cpamenne Bek-1, skTponuoH-2, nopaxeHue
MOYETIONIOBOM CUCTEMBI-3 (B UeM BBIpa)KACTCA: CTPUKTYypa J1a/HEeT,

apyroe ), aHeMusi-4, cercuc-5, 00CTPyKUUS AbIXaTeIbHBIX Ty TEH-
6, 3amepiKa pocTa-7, MUKPOCTOMMUSI-8, aHKHIIOTJIOCCHSA-9, NICEBIOCUHIAKTUIIMSI-
10, xpoHuyeckas nmoyevyHasi HeIOCTaTOYHOCTh-1 1, qusiTalmoHHast
KapanoMuonartusi-12, moBbIIeHHast YyBCTBUTEIBHOCTH K CBETY-13, arpodus u
JEeTUTMEHTAIMSI KOXH (Toiikunoaepmust)-14, nuctpodus Horreid-15, konur,
racTpur, 330¢arur-16

42

A1ntasus KoKy KoHeYHOCTel: ga-1, HeT-2
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43 | Knuaunueckuit quarno3s: npoctoit BED-1, norpannunsnii BE2-2, nucrpoduuecknii| YkazaTb
BBb3-3, Kunanep-cunznpom-4. BeicTaBieH Ha OCHOBE: aHaMHE3a-5, KIMHUKU-0, pa3BEpHYTHIN
Apyroe (ykazarp)-7 JUAar”os:

44 | PopuTenu o0y4eHbl IpaBuiiaM MepeBsi3ku: aa-1, Her-2

45 | O0yd4eH M MITaIIKi MeJl. IepcoHal yxoay 3a OonpHbiMU BED: na-1, Het-2

46 | KadyecTBo yxo0/1a 3a OOJIBHBIM: IIPEYIPEXKACHUE TPABM KOXKH-1, ycTpaHeHHe
6onu-2, ycTpaHeHHe 3yaa-3, YXOJ 3a 3p03UPOBAHHBIMH y4acTKaMHU-4,
aJalTUBHOE MUTAHUE -5, ICUXOCOLMAIbHAS MTOAJIEPKKA (KOHCYJIbTAIUs
TICUX0JI0Ta)-6

47 | Peabunuranus: JIOK perymnspHo-1, JIOK uzpenka-2, JIOK ne npoBoautbes-3

48 | ConmanpHasi HHTErpaLus B OOIIECTBO: YYUTCA B IIKoJIe-1, paboTtaer-2

49 | CanuTapHO-KypOpPTHOE JI€UEHUE IIPOBOANUTHCS: HAa Mope (rae?)-1, ropHas
MeCTHOCTb (T11e?)-2
Habmtomaercs: ynyunienue-3, 6e3 uaMeHeHul-4, yXyAmeHue-5

50 | Kakue ¢puzuornpoueaypsl MpoBOIAMINCE OOJIBHOMY: MOPCKHE BaHHBI- 1, 3arap-2,
rpssesiedeHye-3, KylaHue B IPECHOM BOJ0E€Me-4, BaHHBI ¢ TpaBaMH-5 (KaKuMU
TpaBaMu ),
apyroe-6 (ykasaTb 4TO )

51 | Kakue npouenypsl yaydIlaliyd COCTOSHUE OOIBHOTO:

MOpCKHE BaHHBI-1, 3arap-2, rpszenedyeHue-3, KynaHue B IPECHOM BoA0éMe-4,
BaHHBI C TpaBaMH -5, (KaKMMH TpaBaMH ), OTABIX B TOPHOM
MECTHOCTH (TUIOKCUTEPAIHs B KAKOM paiioHe) -6

apyroe-7 (yka3aTb 4TO )

52 | Kakue npouenypsl yXy/IIaad COCTOSIHUE O0JIbHOTO:

MOpCKHE BaHHBI-1, 3arap-2, rpszenedeHue-3, KynaHue B IPECHOM BoA0éMe-4,
BaHHBI C TpaBaMH -5 (KaKUMU TpaBaMU ), OTZIbIX B TOPHOM
MECTHOCTH (TUIIOKCUTEPAIHs B KAKOM paiioHe) -6

apyroe-7 (yka3aTb 4TO )

53 | Knumar B MECTHOCTH IIOCTOSTHHOT'O ITPOYKUBAHUS:

BJIQXHBIN-1, CyXo#i-2, BeTpeHHbIi-4, (COTHEYHBIX AHEH B TOy- )

54 | B MecTHOCTH MPOKUBAHUS POJUTENICH B IEpro]T O€peMEHHOCTH: TOBBILICHHAS
paauanus (o0nydenne)-1, HaTMYUE BPETHBIX TOKCHYECKUX U XUMHYECKHUX
BEIIECTB-2, MH(EKINOHHBIE 3a00IeBaHUs -3, BBIIICYKa3aHHBIE (PaKTOPbI
OTCYTCTBYIOT-4

55 | BHyTpuceMeiHO€e CX0ICTBO KIMHUYECKON
KApTUHBI U TeUeHUus: Aa-1, HeT-2, HeT OOJIbHBIX B CEMbe-3

56 | MuBanuaHocTh: 1-1a (ykas3aTs rpyniy UHB )

2-Het (noyemy )
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MNPUJIOKEHUE b. Pekomenaanuu no poropurcanum y4acTKoB Tejia 00J1bHOr0

Cnenatb GoTo 60JIBLHOTO:

1. JIutmo ¢ oxBaToMm ryo

. 3yObl, cu3ucTasi 000J04Ka MOJIOCTH pTa

. I'maza, yun

. Hortu Bce

. [ly3bIpu UM 3po3un ¢ HECKOJIBKUX YYaCTKOB
. Bosiocsl ronoBsl

. JJagoHu, cTONEI

. ThUI KHCTEN U CTOTT

O© 0 3 O W»n K~ W B

. CKJ’IaI[KI/I KOXKH (HOI[MBIHIG‘IHBIG, IMIaxXOBBIC, I10A MOJIOYHBIMM KCJIC3aMH Y )KCHHII/IH)

10. PyGrbr

NPUJIOKEHHUE B. IlaToJsiorusi cucteM U Opranos y 0osibHoro BbJ

[TaTonorust cuctemM U OpraHoB Ha | Her He uszyuen
(He obcIe0BaH)

[

OHOpHO—I[BI/IFaTCJ'IBHOFO arIiaparta

Oyukuuu KKT

OHJIOKPUHHbBIE HAPYIICHUS

[Taronorusa JIOP-opranos

Hapymenust pa6otsl rosioBHoro mo3ra, [JHC

3aboneBaHusi Oprana 3peHus

Aunemus

[TaTtonorus CCC

A S e N Rl Bl ol B

CromaTonorudeckue 3a00JIeBaHus,
MMOPAXKEHUE POTOBOU MOJIOCTH

10. 3a001eBaHUA MOYEITOJIOBOA CHUCTEMBI

11. HeOyne3nble qepmMaTo3bl U 3a0071€BaHUS
MPUJATKOB KOXKHU

12. I'pbiku Oemnoil JIMHUY KUBOTA, TyTOYHAS




HNPUJIOKEHUE I'. bepMuHreMcKknii HHAECKC TAKeCTH 0YJUIE3HOT0 MMAECPMOJIHU3a

OUO nanuenra
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[lara poxaenus

Tun BB Jlata ocMoTpa
e 2 Oue i MakcumansHo DaxTHyecKHe
P R O BO3MOKHBIIT Oasu Oauisl naumuenTa
[oreps norreii + 4
Horn N 5
Jluctpodus Horreii + 8
1/2 x % nopakeHHs KOXKH: My3bIPH, IPO3HH, KOPKH, 3aAKHBAIOIIHE
Ouarn nopaxeHus ouaru, 3purema, atpouueckie pyOibl, He yUHTLIBACTCS 50
JMCITHIMECHTALMS B XOPOILO 3a:KHBLIHE PYOLbI
I 0 — CIM3HCTRIC HE MOPAKEHBI
onocTE pra I — panxiia e 5
PEAKHE Ty3BIPH/IPO3HH
I'nasa 2 — yacTsie ny3slpn 5
3 — NEpPCHCTHPYIOUIHE CHMITTOMBI, PAHHHE CTPYKTYPHBIC aHOMAJIHH
Toprans 4 — yMEpCHHBIC CTPYKTYPHBIC aHOMAIHH 5
5 — THAKEIBIC CTPYKTYPHBIC AHOMAIHH (CM. HIAKE JCTAIH3AUHIO
ITiweson 0108 U1 KaKAOI0 y4acTka) 5
0 — ner pyGuesanus
1 — mumnymsl w/nan arpoduueckne pyoust
PyOus! Ha Koxe 2 — MMEIOLIHECS KOHTPAKTYPBI HJIH MEANANLLEBLIC CPALLCHHS 5
KHCTCH 3 — ABHBIC KOHTPAKTYPhI HJIH NPOKCHMAIILHBIC CPALICHHS
4 — memxay 3 10 5
5 — CMSHHE BCEX NMAIBLLCB B BHJIC BAPEKKH
Ko/n4ecTso 310KaueCTBCHHBIX 04aros
Pak koxu (m1ocko- +1 118 METACTA30B B NOKAILHEIC/ PErHOHAIBHBIC
KJICTOUHAS Kapuu- aumboysas 5
HOMa) +2 118 OT/AAICHHBIX METACTA30B, (MAKCHMYM 5
0annos)
0 —muer
XpoHeckiie xsasl ‘1)_1__: 01/0% nosepxuocTu kouu (1 % — pasmep nagonn)
nabmonatores Gonee | S ., 5
. 3-2-5%
6/12 mec.
4-5-10 %
5—>10%
0 —anoneuus oTCyTCTBYET
I — nopaxenne 1-19 % BOAOCHCTOI 4ACTH KOKH FOI0BbI
Pybuosas anoneuns | 2-20-39 % 5
senesactsue b9 3-40-59 %
4-60-79 %
5-80-100 %
HeNoE T 0-5 (rae 0 — Hopma 1 5 — Kaxekcus) 5
NHTAHHS
Obuiee KonuecTso 100

0108
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HNPUJIOKEHHUE /. [Ipumep noacyera 0a/1/10B PU OYJLIIE3HOM 3MUAECPMOJIH3E

1. Horra. BHecHTe 4HCIO, COOTEBETCTEYIONIEE
KOJHYECTEO MOPaXeHHEIX HIH YTpadeHHHIX
HOTTeH B Ka&AYIO KNeTKY H CIOKHTE CYyMMY
10 TOPHIOHTANK

npaean Neear Npaezf Nesas Obwee voan4ecTEo
napameTpol uToro A nuroro B
KHCTD KHCTE crona crona 6annos
OTCYyTCTEME HOTTeN + + + - = 4= }
OMCTPOGHA HOrTEN + + + - - =8=

HOopManbHBIE HOMTH

MTOoro 5 5 5 5

2. Maomans mopakeHHN. 3AMTPHXVHTE SOHB
NOpaEeHHA Ha CXEMe, SATeM ONpPedeIHTE Opo-
OeHT ANA KaKIOr0 YIacTKa H BHECHTE MOMY-
YeHHBIE SHAYEHEA B COOTBETCTBYIOMHE Kie-
ToukH. Hanpunep, ecne nopakeHa NONOBHHA
TYJIOBHINZ CHepenH, BHecHTe 9 % B COOTEBET-
CTEVIOMYVIO KJIeTodkKy. Ilaomazs JamoHH
NanHeHTa cOOTBETCTBYeT 1 % oT odmeH nho-
IIanH DOBEPXHOCTH €T0 Tela

|:| 7% Jy 7% D

Nnowsab NOpaMeEHMA cnepeau (%)
Nnowsab NOPaXeEHMA c2agn (%)
Cnepegwm + czaam (%)

<+ 2 — NNOW3Ab NOP3MEHHUR




