OT3bIB

Ha asropedepar muccepranun CTpebLHHKOBOM Bajiepnn AJlekceeBHbI Ha
TeMy «HemykoBHCIHAO3HbIE reHeTHYeCKH JAeTepMHUHHPOBAHHbIE
XpoHHYecKHe 3a00JieBaHHS JIErKHX Y JeTed: SMU/IeMHOJIOTHs, IeHeTHKa,
KJIHHHKO-1200paTOpHas XapaKTepHCTHKA H HCXOAbD», MPEACTaBJIEHHOH Ha
COMCKAHHE YYeHOH CTemeHH KaHIHJAATa MEIWUHHCKHX HAyK IO
cnenuajabHocTsM 3.1.21 — Ilexnarpus; 1.5.7 — I'enernka

JlMarHOCTHKA H JieYeHHe pPEJKUX TEeHETUYECKH IeTePMHUHHPOBaHHBIX

3a00J€BaHUN JIETKUX Yy JeTel sBISeTcs OJHOM M3 HauMEHee HU3YyYEHHBIX U
CJIOXKHBIX  3aJad  COBPEMEHHOM  [MyJbMOHOJNOTHM W  mHemuatpud. B
JIACCEPTALOHHON paboTe MPeACTaBIEHBl PE3YIIbTaThl HCCISIOBAHUS TPEX PEAKHX
reHeTHYeCKUX Oolie3Heill: mepsuyHas Imnuapras auckuHesus (L), cunmpom
«MO3Tr-jJerkue-muToBuaHas skenesa» (CMIIIDK) u BpoxneHHBIH aeduuuT
cypbakrantHoro mnporenHa C (SP-C). BapuabenbHas KIMHHYECKas KapTHHA,
OTCYICTBME UETKHX [MAarHOCTHYECKHX IOIXONOB TpebyeT  pa3pabOTKH
aJIrOPUTMOB JMAarHOCTHKHY U jedeHus. Huskas pacpocTpaHEeHHOCTD HCCIIeyeMbIX
3aboneBaHuli, 0OyCIOBJI€HAa HEOCBEJOMICHHOCTh Bpadel-IIeIuaTpoB, YTO
TIPUBOJKT K MO3/HEH JUArHOCTHKE M HEaJEeKBaTHOMY JICUEHHIO. JTO ONpEneNseT
BBICOKYIO COLHAIEHO-MEULUHCKYIO 3HAYMMOCTh ITPOBEIEHHOI0 UCCIIEI0BAHUS.

Brnepssie B Poccuiickoit ~ @enepaiyi  IpoBeeHO — MaciuTabHOe
MHOT'OLIEHTPOBOE HCCIIeJOBaHKe, KOTOPOE IT03BOIMIIO YCTAHOBUTh KpaiiHe HU3KHE
AIHUIEMUOJIOTUYECKUE NI0Ka3aTeNu 3a00J1eBaEMOCTH U3y4aeMbIMU
HO30JIOTHYECKAMH (POPMaMHU B MHOTOTIPO(GHIBHOM CTalloHape ropoaa MocCKBbI 1
pasimuuHbBIM cyOBbekTam Poccuy, YTO OOBEKTMBHO IOATBEPXKIAIOT HX CTATYC
opdanHbIX 3aboyieBaHUil. BBISBIEHBl yHHMKalIbHBIE I'€HETHYECKHE BapHaHTHI:
obHapy)keHO 25 paHee He OIMCAaHHBIX B MHUpPE TIE€HETHYECKHX BapHaHTOB Yy
nanpenToB ¢ I/, a Takke HOBble Kay3ajibHble BapuaHTBl B reHax NKX2-/
(CMJIIPK) u SFTPC (nedumur SP-C). Jma CMIILIDK onmcaH KOMILIEKC
crienu(puIecKuX KpaHWO(alMalbHBIX AUCMOpGHA M  aHOMaIMH  KUCTEH,
YVHUKaJIbHBIE KOMOPOHIHbIE COCTOSIHHS, YCTAaHOBJIEHA KOppENALUs paHHEH
ManudecTamuu ¢ Tpuanoil mopaxenust opranos npu CMIIIDK. Jlng nepuumta
SP-C moaTBepXXIeHO HeOJAaronpusTHOE TEYEHHE C BBICOKOH JIETaIbHOCTHIO,
npeobiaganue MaHu(ecTaluu KIMHUYECKUX NposiBIeHuH B 1-12 Mec.

[TpoBeieHO KOMIUIEKCHOE M3y4EHHUE SIMHAEMHOIOIMYECKUX, TeHETHIECKUX,
KIMHAYECKHX U OOJBIIOro KOJWYecTBa J1ab0paTOPHO-MHCTPYMEHTAIBHBIX
XapaKTEPUCTHK M3y4aeMbIX XPOHUUYECKHX 3a0O0JIEBaHUM JIETKUX y JETEH, YTO U
OTIpeIeITIIIO LIeIh TaHHOU paboThI.

[TocTaBineHHass 3amada IO pa3pabOTKE MW BHEAPEHHUIO aJIFOPUTMAa
IIMarHOCTUKHM HEMYKOBHCIMIO3HBIX MeHETUYECKUX 3a00JIeBaHUM JIETKUX Y JETEH



BBIMOJHEHA MOJHOCTHIO, YTO MOYXET HO3BOJHMTH COKPATUTh BPeMs BepH(HKaIliH
JMAarHo3a W CHU3UTH IIOTPeOHOCTh B HHBA3UBHEIX METQ/[aX (OHOIICHA JIETKUX).

JInst TIPOrHO3UPOBAHUS MCXOJ0B M YJIyYIICHUs JHAarHOCTUYCCKOTO IOHCKa
pEKOMEHIyeTCsl ~ aHAIM3MpOBaTh CEMCHHBIH aHaMHE3 C  yHeTOM  THIa
HacjenoBaHus. BaxxHo MpoAoIKaTh HAKOIUIEHHE NAHHBIX O KOPPENSUUH MEXIy
reHeTHYeCKMMH BapMaHTaMU ¥ KIMHUYECKHMH IIposBieHdsME. IIpeacTaBneHHbIe
ABTOPOM JIAHHBIE MONYEPKUBAIOT CIOXHOCTh [E€HETHYECKOH CTPYKTYPBI PEAKHX
3a00/IeBaHUdii U HEOOXOAMMOCTh MEPCOHAIM3HMPOBAHHOTO IIOAXOJa K HX
JUArHOCTHKE U JICUYEHHUIO.

Teoperryeckass U MpaKTUYECKas 3HAYUMOCTb HMCCIIEN0BAHUS Ype3BBIYANHO
ppIcOKa. [lONlydeHHBle [aHHBIE CYIIECTBEHHO oboramaror 6a3sy 3HaHUN O
MOJIEKYJIAPHBIX ~OCHOBAaX, KIMHUYECKMX MPOSBICHUAX M HCXOAaxX pPeIKMX
CHHIPOMOB. Pa3pa0OTaHHBIH IMArHOCTHYECKHH aJrOpPUTM SBISETCS TOTOBBIM
MHCTPYMEHTOM JUIsi IIPAKTUKYIOIIMX — Bpayew, CIIOCOOCTBYIOLIMM  PaHHEH
JIMATHOCTUKE. Pe3yibpTaThl BHEIPEHBl B BeIylIHe IEeANaTPHYECKHE nedeOHbIe
yupesxaenus Mocksbl  (Mopososckas JI'Kb, HMMI] 3m0poBbsi JeTed) Hu
HCIIOJIB3YIOTCS B 00Pa30BaTeIbHOM IIpOLECCe.

BrIBOZIEI Pa0OTHI KOHKPETHBI, JIOTHYHO BBITCKAIOT U3 IIOCTABICHHBIX 33/1a4 H
TIOJIHOCTBIO OTPaXKalOT OCHOBHBIE Hay4YHble M TIPAKTHYECKHE OCTHXCHHA
uccienosanus. OHU MOAKPEIUIEHb! JOCTOBEPHBIMU CTATUCTUYECKUMU NaHHBIMU.

[To Teme muccepTaiyy omy6rkoBaHo 10 medaTHeIX pabot, 9 U3 KOTOPBIX B
MeIUIMHCKUX KypHanax, pekoMeHnoaHHbIX BAK PO.

ABTropedepar COOTBETCTBYET OCHOBHBIM IIOJIOKCHHAM JUCCEPTalMU U
obecrieudBaeT  BO3MOXXHOCTH  IIOJY4YE€HHUs  IIOJJHOIO  MpPEACTaBJICHHI O
JCCEPTALIOHHON paboTe, JOHOCHT €e CyTh H pe3yJibTarbl. 3aMedaHui Mo
0(hOPMIICHHMIO U COJIEPKAHUIO aBTOpedepaTa IUCCEPTALHOHHON paboThl HE UMEIO.

3akiilouenne

Takum oOpasoMm, aHaimu3 aBTopedepaTa IOKas3au, YTO AUCCEPTAllHOHHAS
pabora  CrpenshukoBoil ~ Bamepuu — AnexceeBHbl — «HeMykOBHCIMIO3HbIC
reHeTHYEeCKN IeTePMUHHPOBAHHBIE XPOHHYECKHE 3a00JeBaHMs JIETKUX Y HETeH:
SIIUIEMUOJIOTUS, TeHETHKA, KIMHHUKO-Ta0bopaTopHas XapaKTepUCTUKAa U HUCXOIBD»
ABJISeTCS 3aKOHYEHHOM 1 CaMOCTOSTENEHON HayYHO-KBATH(HUKAIMOHHON paboToH,
B KOTOpOM pellleHa HOBas 3ajada B IEJAUATPUM [0 ONTUMHU3AIMH JUATHOCTUKH
HEMyKOBHCIIMIO3HBIX ~ TEHETHYECKH  JIETEPMHHHPOBAHHBIX  XPOHHYECKUX
3a00J€BaHM JIETKUX y JEeTen. JluccepraliioHHass paboTa IOJHOCTBIO
COOTBETCTBYET TPeOOBAaHUSIM, MPEABABISEMBIM K AHUCCEpPTAlMAM Ha COUCKAaHHC
yUeHOH CTemeHH KaHIuaaTa MEJMIMHCKAX HayK, COITIacHO I 2.2 pasjiena II
[TosT0XeHUs O IPUCYKIEHHH yIEHBIX CTeNeHeH B (eiepaibHOM rocy 1apCTBEHHOM
ABTOHOMHOM  00Opa30BaTeNbHOM  YYPEKACHHH  BBICHIETO  0OpasoBaHHUS



«Poccuiickuii yHHMBepcHTET JpYKObl HapojgoB umeHu Ilarpuca JIlymyMOBI»,
yrBepxKaeHHoro Yuenoim coetoM PYJIH mporokon Ne YC-1 or 22.01.2024 r., a
ee astop, CrpenbHHKOBa Banepus AJekceeBHa, 3aCIyXXHBA€T NPUCYXICHHA
yU4eHOM CTEeNeHH KaHAUIaTa MEIUIMHCKUX HayK IO CIENUaTbHOCTIM 3.1.21
INenuatpust u 1.5.7 — I'eneTnka.

Haro coznacue na cbop, obpabomky, Xpanenue u nepeoavy Moux nepcoHAlbHbIX
OQHHbBIX

JIOKTOp MEIUIMHCKHUX HayK, Ipodeccop

(03.00.13 — ®usnonorus)

kadeapbl aKyIbTETCKOM MeAUaTPUN

(enepanbHOro rocy1apCTBEHHOIO OIOKETHOTO
06pa30BaTENBHOTO YIPEKISHHUs BEICIIETO 00pa3oBaHus
«Cankt-ITeTepOypreKuii rocyAapCTBEHHBIN
[TequaTpyuvecKuil MEAUIIMHCKUN YHUBEPCUTET

MuHHCcTepCcTBa 31paBooxpanenus Poccuiickon ®enepanny
7//9 KysneroBa Aina AleKkcaHIpoBHa
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AJleKCaHIPOBHBI 3aBEPSIO:

DenepanibHOe TOCYAAPCTBEHHOE GIOIIKETHOE 06pa3013aTeJILHoe yUpEXICHHE
BBICLIIETO o0pa3oBaHUs «Cankt-IleTepOyprekuit roCyIapCTBEHHBIN
I[lenuaTpuyecKuii MEJUIIMHCKUN yHUBEPCUTET» MUHHUCTEPCTBA 31PaBOOXPAHCHUS
Poccuiickoit ®eneparuu 194100, Poccust r. Cankt-IletepOypr, yi. Jlutosekas 1.2
Tenedon: +7 812 295-06-46, E-mail: spb@gpmu.org Anpec opunaIbHOro caiTa
oprauuzaruu: https://gpmu.org/
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OT3bIB

Ha aBTopedepaT auccepranuu CTpelbHUKOBOW Basepun AJieKceeBHBI Ha TeMY
«HemyKoBHUCIIUT03HBIE F€HETUYECKU  JEeTEePMUHUPOBAHHBIE  XPOHUYECKHUE
3a00J1eBaHUs JIETKUX y JeTel: SIUIEMHUOJIOTHS, TeHETHKA, KITMHUKO-TabopaTopHast
XapaKTePUCTHKA M MCXOABD», NPEICTABICHHON K 3alllUTe Ha COUCKAHHE y4eHOU
CTEINIEHH KaHaHMaTa MEIUIMHCKUX HayK 1o creunanbHocTsM 3.1.21 — [leguaTtpusi;
1.5.7 — I'eneruxka

Huccepranus, BeinoiHeHHas B.A. CTpelbHUKOBOH, MTOCBSIIIEHa aKTyalbHOU
npobieme  neauaTpud W JETCKOW  IIYJbMOHOJOTHH -  IeHETHYECKU
JETEPMUHUPOBAHHBIM XPOHUYECKUM 3a00JIeBaHUSIM JIETKUX. BBUIY CIOXKHOCTH
JUAarHOCTUKM M PEIKOCTH TaKux 3a00JIeBaHUM, Kak TMepBUYHAS IHJIMApHAs
muckunesus: (I1LIJ]), cunapom «Mosr-ierkue-muroBuaHas skeneza» (CMIILDK),
BpOXIEHHbIM nepuuut cypdakrantHoro mnpotemHa C (BJCIIC), Tema
JMCCEepPTallMOHHON paOOThI SIBJISIETCS OCOOEHHO aKTyalbHOM.

ABTOp IpoBela UcclleloBaHne, OCHOBaHHOe Ha aHanuse 31 pebenka c TTLIJI,
10 nerert ¢ CMJILLDK u 7 nereit ¢ BJICIIC, moaTBep X AeHHBIX C UCIIOJIB30BAaHUEM
MOJIEKYJIIPHO-TE€HETUYECKUX METOAOB uccienoBanus. Takke ObLT IMpoBeleH
aHaJIu3  KIMHUYECKUX, J1a0OpaTOPHO-UHCTPYMEHTANIBHBIX U  TI'€HETHYECKHX
ocoOeHHOCTeH nanueHToB. B yactu uccnenoanws, nocssiierrom [1L1/] Bnepssie B
OTE€YECTBEHHOM JIMTEPATYPE MOJIydeHbl JaHHble 0 ToM, uTo [TLJ] Mmanudectupyer y
OonbmmHCTBa (90%) meTeil B rpyIHOM BO3pacTe, a MMEHHO C PEeCIUPaTOPHBIX
CUMIITOMOB B HEOHATaJbHOM IIEpHOJie, YTO IOAYEPKHUBAET Ba)XXHOCTH paHHEH
JUArHOCTUKUM U HACTOPOXKEHHOCTH Bpaueld. McciemoBanuwe mokasaigo, UTO
pasnuuHble (YHKIMOHAIBHBIC KJIACChl T€HOB aCCOLMHUPOBAHBI C pPa3IMYHBIMU
KJIMHAYECKUMHU MPOSIBJICHUSIMU.

B pasgene, mnocBimennom CMUJIIDK, BmnepBeie ObLIO MpOBEIEHO
CONOCTAaBNEHHE pe3ylbTaToB HAGNIONEHHS K OOCIEIOBAHHS MAIHEHTOB C
pe3ysbraramMu 0030pa JUTepaTyphl, BKIIOYAIOIIEro AaHHbIe O 168 marueHTax C

CMUJIIK, onmy6iMkoBaHHBIMU B MUPOBOM JIUTEpATypeE.



IIpu uzyvyenuu xapakrepuctuk nereii ¢ BJICPC y nojioBuHbI Oblia BEISIBIEHA
MaHU(ecTalysi B HEOHATaJbHOM TMEPUOJE, YTO SABJISETCS OOOCHOBAHUEM IS
BKJIOYEHHUs] B TMAarHOCTUYECKUM OUCK BapuaHToB B rene SFTPC.

B aBropedepare noapoOHO OMUCaHBI CONEPIKAHHE M XOJ HAYYHOI'O
uccienoBanusd. Pesynbrarsl quccepraiinoHHoi paboThl 0hOpMIIEHBI B BUIE TaOJIHII,
PHCYHKOB U cXeM. B 1enoM, npeacraBieHHbIe TaHHbBIE TIOTYEPKHUBAIOT CJI0XKHOCTD
FeHETUYECKOW  apXUTEKTypbl  peakux 3aboneBaHuid U HEO0OXOJMMOCTH
IIEPCOHAIM3UPOBAHHOIO II0JX0Ja K MX JUArHOCTUKe M JiedeHuto. [lo utoram

MCCJIeZIOBAHUs OB CO3/1aH aJlrOPUTM, KOTOPBIN TIOMOraeT BBISBISTH FeHETHYECKU
JETEPMUHUPOBAHHBIE XpOHUUYECcKUe 3a0osieBaHusl Jierkux y aereit. Pabora B.A.

CTpeabHUKOBON CIIOCOOCTBYET  MOBBIINICHHIO  CKOPOCTH  JHArHOCTHKH
paccMaTpUBAEeMbIX HEMYKOBUCIIMIO3HBIX TIE€HETUYECKH JIeTePMHUHUPOBAHHbBIX
XpOHMYECKHUX 3a00JIeBaHUN JIETKUX y JeTeill W, Kak CleJCTBHE, CBOEBPEMEHHOMY
HayvaJly Tepaluu U ONpeesIeHUIO IPOrHo3a il peOeHKa U ero CeMbH.

OcHoBHBIE TIOJOXKEHHUS JUCCepTAllMH TPEJCTaBIeHbl Ha  HAyYHBIX
KOH(EpeHLUsIX, MaTepHallbl MyOIUKallui B IOJHOM Mepe OTpa)kaloT Pe3ysbTaThl
JUcCepTallMOHHOrO HuccienoBanus. CouckaTteneM [0 TeMe U pe3yJsibTaTam
MCclleIoBaHUs oIyOsnrkoBaHo 10 meyaTHBIX paboT B TOM Huciae B 9 CTaThsix B
BEyLIMX PELEH3UPYyEMbIX Hay4YHBIX XypHaslax, pekoMmeHaoBaHHbIXx BAK Poccum
JUIss COMCKaTeJeld y4YeHOM CTelNeHM KaHJujaTa MEeJMUMHCKUX HayK (5 U3 HUX
WHJIEKCUPOBAaHbl B Scopus). BbIBOABI MOTHOCTHIO COOTBETCTBYIOT IOCTaBIEHHBIM
3aJlayaM. 3aMeYaHui K CoIepKaHmIo U o(hopMIIeHHIO aBTopedepaTa HET.

Takum o00pa3oM, Ha OCHOBaHUHM TIPEJCTaBIEHHOr0 aBTopedepara,
auccepralMoHHOe  uccnenosaHue  CrpenbHUKOBOW — Banepum — AnexceeBHEI
«HeMyKkoBUCIMZO3HBIE  TIEHETUYECKH  JIETEPMHHHPOBAHHBIE  XPOHHUYECKHE
3a00JIeBaHuUs JIETKUX Yy JEeTel: SMUeMHOJIOTUs, TeHeTHKa, KIIMHUKO-JIabopaTopHast
XapaKTEePUCTUKA U UCXOJbI» SIBJISIETCS 3aKOHYEHHOM M CaMOCTOSITEJIbHOW Hay4HO-
KBaTU(UKAMOHHON paboOTOH B KOTOpOW pellleHa Ba)KHas 3ajada JIeTCKOU
IIyJIbMOHOJIOTMHU: ONMUCAHBI KIMHUYECKUE, TeHETUUEeCKUEe U AMUACMUOIOTHYECKUe

XapaKTepUCTUKU pelnkux 3adoseBaHui Jjerkux y gereid. [lo akTyanbHOCTH,



Hay4YHOW HOBHU3HE, TEOPETUYECKON U MPaKTUYECKOH 3HAYMMOCTH, 00BbeMy
IIPOBEIEHHOI'O0 MCCIIEIOBAHUS, JTOCTOBEPHOCTH TIIQIYUYEHHBIX pPe3yJbTaTOB H
00OCHOBaHHOCTH BBIBOJIOB JUCCEPTAIMOHHAS paboTa IMOJIHOCTBIO COOTBETCTBYET
TpeOOBaHMAM, MPEABIBISIEMbIM K TUCCEPTALlMsAIM Ha COMCKAHHE YYEHOH CTEIeHH
KaHAuJgaTa MENUIMHCKUX HaykK, coriacHo m. 2.2 paszgena II Ilosnoxenus o
[IPUCY>K/IEHUU YYEHBIX CTeleHell B (efepalbHOM IocyIapCTBEHHOM aBTOHOMHOM
00pa3oBaTebHOM YUpexJAeHUH Bbiciiero oopasoBaHus « PoccHiickuil yHUBEpPCUTET
Opyx0bl HaponoB uMmeHu [latpuca JlymymObD»y, yTBEpKAEHHOTO Y4YEHBIM COBETOM
PYJIH nporokon Ne YC-1 or 22.01.2024 r., a ee aBrop, CTpenpHukoBa Banepus
AnexkceeBHa, 3aclly)KMBaeT IMPUCYXJEHUS yYEHOM CTeleHu KaHAuaaTa
MEIUIUHCKUX HayK 1o crienuanbHocTsM 3.1.21 — [leguatpus u 1.5.7 — 'enetuka.

Coenacha na cbop, 0bpabomky, xparerue u nepedaiy Moux NepcoOHANbHbIX OAHHbIX

JlokTOop MeAUIIMHCKUX HayK, mpodeccop
(14.01.08— Ileguatpus)

3aBeyrolas kadenpoi

TOCIIUTAJIbHOM IeAuaTpUu

C KypCOM AOIIOJHUTEIBHOIO
npogeccruoHaIbHOro 00pa3oBaHus
denepaibHOTO rOCy 1apCTBEHHOTO
BromxeTHOro 06pa3zoBaTeabHOIO
YUpEKJIEHUS BbICIIEro 00pa3oBaHus
«OMCKHH rocy1apCTBEHHbBIN
MEJIULMHCKUNA YHUBEPCUTET
MuHncTepcTBa 3paBOOXPAHEHUS
Poccuiickoit @enepannn

[TaBnuHoBa Enena bopucosHa

[Toanmuce noxtopa MCHI/IHI/IHCKHX HHOBOM EjeHsl

bopucosHBbI 3aBep

DenepanbHOE rocyﬂ,apCTBeHH@;’” 6pa3omarremamel yupexaeHue
BBICIIEr0 00pa30BaHUS " “«QumcK Poéyz{apCTBe} H‘L‘I‘I‘/’I'Méﬁﬁﬁﬁﬁ‘c‘iﬁﬁjyHHBepCHTeT»
MunucrepcTa 3ILpaBOOXpaHeHI/IH Poccuiickoii fPenepanuu

[TourtoBslit agpec: 644099, Poccuiickas @enepanusi, Omckas o01acTh, r. OMCK, yiI.
Jlenuna, n.12 Tenedon: 8(3812)957-002 Anpec BIEKTPOHHOW  IMOYTHI:
rector@omsk-osma.ru OdurmanbHbeii caiT: https://omsk-osma.ru/
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OT3bIB

Ha aBTopedepar aHccepTanHOHHOH paboThl CrpesbHHKOBOH Basepun
AJieKceeBHBI Ha TeMy «HemykoBHCHIUAO3HBIE reHeTHYeCKH
AeTEPMHHHPOBAHHLIE XPOHHYECKHe 3a00JieBaHHA JIerKHX Yy [JeTeii:
MHAEMHOJIOTHsI, TEHEeTHKA, KJIHHHKO-1a0opaTopHasi XapaKTepHCTHKA H
HCXOABLI», NPEICTABJEHHOH K 3al[UTe HAa COHCKAHHE YYEHOH CTemeHH
KaHIHIaTa MEAHIMHUHCKHX HAYK 110 cnenuHaJbHocTaM 3.1.21 — Mlequatpus; 1.5.7
—I'enernka

B cTpykType 3aboneBaeMOCTH AeTell paHHero Bo3pacta 0OJIE3HH OPraHoB
JABIXaHUS 3aHMMAarOT BeIylllee MECTO, OJHAKO TIpyIa pPEeAKHX T'€HETHYECKH
JNEeTEPMUHHUPOBAaHHBIX XPOHUYECKUX 3a00JI€BaHUM JIETKUX, TaKUX KaK IepBHYHAs
munuapHas auckuHesus (IILLJI), cuHIpOM «MO3r-Jerkde-IUTOBHAHAS JKEIe3a»
(CMJIIX), BpoxaeHHbI nedunut cypdaxrantHoro nporewna C (BJICIIC)
OCTaeTCs OJHOM M3 HaMMeHee M3y4eHHBIX obyiacTeii B MHUPOBON M pPOCCHICKOIM
MeJMaTpUd W HEOHATOJOIMH. B KIMHMYECKOH mpakTHKe peclupaTOpHBIE
HapyIIeHHs Yy MIAJEHIEB U JieTell paHHero Bo3pacTa 4acTo TPAKTYIOTCSA B paMKax
Oosee paclpOCTpaHEHHBIX JAWArHO30B, YTO MPUBOAMT K T'MIIOAHATHOCTHKE
opdaHHBIX 3a00JIeBaHUM, OTCYTCTBHIO TOYHBIX SIHMAEMHUOJIOTHUECKHX TAHHBIX W,
KaK CIIE/ICTBHE, K HEJOCTATOYHOMY YPOBHIO CIIEUATH3HPOBAHHOM TOMOIIIH.

AKTyalIbHOCTb HCCIIEIOBaHUS He BHI3BIBAET COMHEHHM. ABTOp CIpaBeJIMBO
yKa3sblBaeT Ha OTCYTCTBHE B PD MOy IANMOHHBIX PETHCTPOB, IOCTOBEPHBIX JaHHBIX
00 SIUEMUOJIOTUH, KIIHHUKO-UHCTPYMEHTAIBHOM 51 TEHETUYECKOU
XapaKTepUCTHKE PENKHMX Hacle[CTBEHHBIX 3a00NieBaHUi JIerkux y JeTed, 3a
HCKITIOYCHHEM MYKOBHCLHUIO3a 4YTO JeJaeT JaHHyI0 paboTy BOCTpeGOBaHHOM
IIPaKTUYECKUM 3[IPAaBOOXPAHEHHEM.

Ilenp paboTBl — U3y4eHHE OIHIEMHOJOIMYECKUX, TIE€HETHYECKHUX,
KIMHUYECKUX, JIabOpaTOpPHO-UHCTPYMEHTAIBHBIX XapaKTEPUCTUK M HCXOOB
HEMYKOBHUCIMIO3HBIX ~ TIEHETHYECKH  JETePMUHHPOBAHHBIX  XPOHHYECKHX
3abonesanuii nerkux y gereit (ITLJ, CMJIIDK, ne¢punur SP-C) u paspaborka
AJITOPUTMA MX IMATHOCTHKH — IONHOCTHIO JOCTHTHYTA [TyTeM PelleHUs IATH 9eTKO
cOpMyIHPOBaHHEIX 3a]aY.

Hayynas HOBHM3HA M 3HAYMMOCTH pabOTHI HCKIIOYUTENBHEI. [IpeCTaBIeHb!
YHHKaJIbHBEIE  KIMHUKO-TEHETHYEeCKHE IOPTPEThl: Ha KpymHeiiei B PO
BeiOOpKe (31 mamument c I/, 10 ¢ CMJIIDK, 7 ¢ BJICIIC) peransHO
OXapaKTepPU30BaHbl KIIOYEBbIE KIMHUYECKUE IPOSBICHHS W HCXOMALI. BBIABIEHEI



CTaTUCTUYECKH 3HAYMMble CBA3M (HampHMep, aTelleKTa3bl KakK IPEIUKTOp
OPOHXOIKTa30B M KOJNOHM3ALMM IIATOTeHHOH Mukpoduopoit mpu ITI). ITpu
CMJIIDK onwmcan kommekc crnenudUYecKux KpaHuo(auMaabHBIX AucMopbmit
(momuxonedanus, rUIEepTENOpU3M, JUCIUIA3MS YUIHBIX PAaKOBMH) M aHOMANHIA
KUCTeH (apaxHONAKTHIINS, (peTanbHbIe MOAYIIEeYKH) KaK BaXKHBIH JUArHOCTHYECKHUIM
mapkep. ITpu BJICIIC noarsepsxaeno npeo6naganue Manuectauu B Bozpacre 1-
12 mecsueB u HeOmaronmpuaTHBIA mHporHo3, KT-npusHaku, XapakTepHble s
AaHHOro  3abosieBanus. CoBepHIEHBI BaXKHBIE IEHETUYECKHE  OTKPHITHS:
BBIBJICHBI paHee HE OIKMCaHHBIE B MHPE M€HETHYECKHE BAPHAHTHI Y MAI[MEHTOB C
A, CMJIIDK, nebunutom cypbakranTHoro nporersa C.

Pazpa6otan u 00GOCHOBaH NPaKTHYECKHH HHCTPYMEHT - AaJTOPUTM JUIT
JMArHOCTHKM  HEMYyKOBHCUHIO3HBIX TeHETHYECKHX 3a00JeBaHMil  JIerKHX.
AJTOPUTM OCHOBaH Ha NPUMEHEHHH MUHHMAIIGHOTO, HO BEICOKOMH(pOPMATHBHOTO
KOMIUIEKCa, YTO IO3BOJISET CYIIECTBEHHO COKPAaTUTh BpeMs JIUATHOCTHKH,
u30exarh WHBA3UBHEIX Mpouenyp (OHONCHs JIETKMX) M CBOEBPEMEHHO HAvaTh
aJIEKBaTHYIO [TIOMOIIb MAIlHEHTaM.

Pesynprarel anpoGupoBaHsl HA MHOTOYHCIIEHHBIX 3HAYMMBIX POCCHHCKHX H
MEXTYHapOAHBIX KOH(GEPEHIHAX U MOMHOLEHHO OTpaxkeHsl B 10 my6mukanusx, 9
U3 KOTOPBIX CTaTbd B BEAYUIMX DpEIEH3HPYEMBIX HAy4YHBIX JKypHajax,
pexomenoBaHHbIX BAK.

ABrOpedepaT  JEeTalbHO OTPaXKaeT COJNEPKAHHME JUCCEPTAIIHOHHOTO
UCCJIEZIOBAaHUS], IIOJTHOCTBIO COOTBETCTBYET OCHOBHBIM IIOJIOXKEHHSAM M BBIBOZAM,
U3JI0)KEHHBIM B JHccepTalyy. IIpuHIMNHANBHBIX 3aMeYaHuii 10 JQUCCepTaliy He
BBISIBJIEHO.

3akiouyenue

Taxum o0OpazoM, Ha OCHOBaHWM IIPEACTABICHHOIO aBTOpedepara
CrpenbuukoBoii Banepun AnexceeBHbl «HeMyKOBUCIUIO3HBIE T€HETHYECKH
ACTEePMUHHPOBaHHbIE XPOHUYECKHE 3a00JI€BaHUS JIETKHUX Y IETEMH: SIIHAEMHOIOTHS,
TeHeTHKa, KIIMHUKO-1a00paTOpHas XapaKTePUCTHKA U HCXOIBI» MOYKHO 3aKIIIOUHTh,
4T0  paboTa  SBISETCS  3aKOHYEHHOH W CaMOCTOATENBHOM  HaydHO-
KBaIM(GUKAMOHHOM  paGoroif.  [luccepranmoHHas  paboTa  IIONHOCTBIO
COOTBETCTBYET TPeOOBAaHMAM, NpPENBABISEMBIM K IUCCEPTALMAM Ha COUCKaHHUE
YUICHOH CTENeHH KaHau[Iara MEMIMHCKHX HayK, comiacHo i1 2.2 pasgena II
ITosntoxeHust 0 NPHUCYXAECHUM YUCHBIX CTEIeHel B (elepabHOM rocynapCTBEHHOM
aBTOHOMHOM 00Pa30BaTeIbHOM yUYpeXJeHHH BICIIEro o6pasoBanus «Poccuiickuii
YHHUBEPCUTET JpYyXObl HapomoB umeHH Ilatpuca JIymymOBI», YTBEpPKIEHHOTO
Yd4eHBIM COBETOM PVI[H nporokon Ne VC-1 or 22.01.2024 r., a ee aBTOD,
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CrpensnrkoBa Banepus AnekceeBHa, 3aCITyKHUBAET IPUCYKAEHHS YISHOH CTelIeHH
KaHauaaTa MEAUIMHCKUX HayK 1o cnenuanbHocTsM 3.1.21 — Ieguatpus u 1.5.7 —
I'eneruka.

Hato coanacue na cbop, obpabomky, xpanenue u nepeoayy Moux NepCoOHANbHbIX
OQHHBIX

JIOKTOp MEIMIIMHCKHX HayK, Ipodeccop

(14.00.13 — Heparsle 6onesnu, 14.00.09 - Ilequatpus)
3aBelyromas kapenpoi

TOCIIUTAJILHOM MeaHaTpHH

(eepabHOrO TOCYAapCTBEHHOIO

Or0KeTHOro 006pa3oBaTEILHOrO

YUYPEXJEHHS BBICIIEr0 00pa30BaHms

«IIpUBOXCKUH KCCIIEI0BATEIBCKUM

MEIULUHCKUN YHUBEPCUTET) V7 7 P,
MpunucTepcTBa 34paBOOXpaHEHIS
Poccuiickoii @enepanuu Xanenkas Onsra Bragumuposna

Ho,r_mu%,, »JIOKTOpa ~ MEJUIMHCKUX HayK, mpogeccopa Xamenkod Onbru
Bf[alII/IMI/IPOBHBI 3aBep;no

;yquLIﬁ cereTap:b YdeHoro coBera
, gCDI" BOY BO IH/IMY Munsnpasa Poccun,

K 0 H.‘ ZIOIleHT (/ / 10.A.Copoxkuna

CD’éiiepja}gkgéé“ roCyIapCTBEHHOEe Oro/keTHOE 00pa3oBaTellbHOE YUPEXICHHUE
BeICIIEro oOpazoBaHus "[IpUBOIDKCKHI HCCIENOBATENBCKUH MEIUIIMHCKHI
yHUBepcuTeT" MuHHCTEpCTBa  31paBooXpaHeHuss Poccuiickoii  Denepanyu
ITouroBsrit appec: 603005, r. Hmwkuuit Hosropox, mwi. Mununa u IToxapckoro.
n.10/1 Tenedon: ~ +7-831-4-222-000  Anpec  SNEKTPOHHOH  ITOYTHI:
rector@pimunn.net Oduruansaei cair: https://pimunn.ru/

« ?7 » wtseelt 2026 r.




OT3bIB

Ha aBTopedepar auccepranun CTpebHUKOBOH - Basepnu AJiekceeBHbI Ha
TEMY «HemykoBHCUHI03HbIE reHeTH4ecKH AeTepMHHHPOBAHHbIE
XpoHn4yeckue 3a0oJieBaHHsl JIErKHX Yy JeTeH: J3MHIEMHOJIOTHs, IeHeTHKa,
KJINHUKO-71a00paTOpHAasi XapaKTePUCTHKA H HCXOAbD», MPEeIACTABJIEHHOH K
3allUTe HA COMCKAHHEe Y4YeHOH CTeNneHH KAaHAWAATa MEAHUHMHCKHX HAyK IO
cnenuajgbHocTaM 3.1.21 — [legnaTpus; 1.5.7 — I'enernka

Huccepraunonnass pabora B.A. CrTpeabHUKOBOM IOCBsIIEHA OJHOH W3
Hanbollee CIOXKHBIX M  BOCTPEOOBAHHBIX MEXIUCIMIUIMHAPHBIX — Ipo0iem
COBPEMEHHOW MEIMIIMHBI - FEHETUYECKH 00YCIIOBICHHBIM XPOHHUUECKUM OO0JIE3HAM
Jerkux y nereil. BBuay opdaHHOro xapakrepa, KIMHHYECKONW BapuabelbHOCTU U
HEJIOCTaTOYHOW OCBEJOMJICHHOCTH Bpadell IepBUYHOTO 3BeHA TaKue 3a00JeBaHus,
KaKk TnepBuuHas uwivapHass pguckuHesws (IIL[J[), cuHapoMm «MO3r—jerkue—
muroBuaHas kerie3a» (CMIJIIK) u BpoxmaeHHBIH AePUIUT Cyp(aKTaHTHOTO
nporeuna C  (BJCIIC), ocratorcss  Hepegko  HEpaclO3HAHHBIMH |
HEJMarHOCTUPOBAHHBIMU CBOEBpPEeMEHHO. VIMEHHO Mo3TOMy Tema AuccepTalyu,
UHTETpUpYIONIas KIMHUYECKHMH W MOJEKYJSPHO-T€HETUYECKUH  aJIrOpUTM
JMUArHOCTUKU 3TUX 3ab0JieBaHM, 00J1aJaeT BEICOKOM aKTyalbHOCTHIO.

UccnenoBanue Ga3upyeTcss Ha aHAIM3e TpeX KIMHUYECKHM U T€HETHYECKU
reTeporeHHbIX TPYMI MalMeHTOB JETCKOro Bo3pacTa: 31 ciiyyall reHeTH4ecKu
Bepudunuposannoit IMJ[, 10 — CMJIIDK u 7 — BJICIIC. luarno3 Bo Bcex
clly4asiX TMOATBEPXKIEH COBPEMEHHBIMH MOJEKYJISIPHO-TeHETUYECKUMH METOJaMU
(BBICOKOTIPOM3BOKUTENIFHOE CEKBEHUPOBaHME, CeKBeHHMpoBaHue Mo CaHrepy).
Bnepseie B mupe B rpymre u3 31 nanuenrta ¢ renetudecku noarsepxaeHHon 1ILIJT
Obu10 BBISIBIEHO 25 (60%) He oONHMCaHHBIX paHee I'eHEeTUYECKHUX BapUaHTOB,
NpEICTaBICHO TIEpBO€ KIMHWYECKOoe HaOMoJeHHe MalMeHTa ¢ JABYMs
UIHONATUSIMH, OOYCJIOBJIEHHBIMH TATOT€HHBIM BapuaHToM reHa OFDI,
OTBETCTBEHHOTO 3a pa3BuTHe Kak cuHapoma Cummcona-I onabu-bemens Il tuna,

tak u [11{/1. BeisiBneHsl reHoTun-heHoTunuyeckue koppessinuu y aerei ¢ IILLIL.



Paznen, nocesmennsiii CMIIIDK, coxepxur IIEpBOE B OTEYECTBEHHOH
NpakThKe 0000LIeHHe Pe3ysIbTaTOB KIMHUYECKOro HabmoaeHus 10 marueHToB ¢
COMOCTABJIECHMEM HX C MHPOBBIMH [aHHLIMU. BriepBble ommcaHbl XapakTepHbIE
KpaHHO(paluanbHble JTUCMOP(GHUH W pPECIUPATOPHBIE I[ATOJOTMH B  BHJIE
OpOHXO3KTa30B, XPOHHYECKOrO IHEBMOHHMTA MIACHLEB, OMKCAHBI HOBBIE
BapyaHThl reHa NKX2-1, uro obGoramaer denorunuueckuii crnektp NKX2-1
aCCOLIMMPOBAHHBIX PACCTPOMCTB U IOMOIHAET MEeXIYHapOIHbIe 6a3bl NaHHBIX 110
MyTauusaMm reHoma dvenoBeka. B wactu BJICIIC mokazaHo, YTO y IIOJIOBHHBI
NAllMEeHTOB 3a00JieBaHWE MaHM(ECTHPYeT B HEOHATAIbHOM IEepUOLe, YTO
OOOCHOBBIBAET ~ HEOOXOJMMOCTh ~ PAaHHEIO  IEHETHYECKOrO  TECTHPOBAHHSL
PaspaboraHHbIH coMCKaTeneM alropuT™ [MATHOCTHKM IO3BOISET BHICTPAUBATH
MapmpyT OT KJIHHHYECKOTO IIOJO3PEHUsI [0 MOJIEKYJIIPHO-TeHETHYECKON
BepUDUKAIIUU THardosa.

ABTOpeepaT HMMEeT YeTKYI0 CTPYKTYpY, AOCTATOYHO IOJHO OTPaXkaeT
COZIEpYKaHUe TUCCEPTALIMOHHOMN paboTHl.

OcCHOBHbIE Pe3yJIbTaThl JOJIOXKEHBI Ha Hay4YHBIX KOH(QEPEHIMIX U OTPaKeHBI
B 10 nmybmukauusx, u3 KOTOpeIXx 9 — B KypHamax u3 mepeuns BAK (5
MHJIEKCUPYIOTCSL B Scopus). BEIBOIBI MOJTHOCTBIO COOTBETCTBYIOT MOCTABICHHBIM
3ajadaM. IIpUHIMNWANBHBIX 3aMeYaHHH K CONEPKAHUIO M O(QOPMICHHIO
aBTOpe(depara Her.

Taxum 00pasoM, Ha OCHOBaHHMH IPEICTABIEHHOTO aBTOpedepara,
AuccepTallMOHHOe  HccienoBanne  CrpenbHUKOBOH  Banepum — AnekceeBHEI
«HeMyKOBUCLMIO3HBIE ~ IEHETHYECKH  JeTEPMMHHPOBAHHBIE  XPOHHYECKHE
3a00JIeBaHuUs JIETKUX Y JeTei: SIUIEMHOJIOT S, TeHETHKA, KJIMHUKO-TabopaTopHas
XapaKTePUCTUKA U UCXOIBD) SBISETCSA 3aKOHYEHHOU M CaMOCTOSTENBHONW HAy4YHO-
KBaIM(UKAUMOHHOH paboToif, B KOTOpOHl pelleHa BakHas 3amada JETCKOML
IIyJIbMOHOJIOTMH: OINHKCaHbl KIMHUYECKHUE, T€HETUYECKHUE U SIUAEMHUOJIOTMYECKUe
XapaKTepUCTUKH pPeAKuX 3aboneBaHMi Jerkux y pgereid. Ilo akTyanabHOCTH,
HayYHOH HOBU3HE, TEOPETHYECKOH M IPAKTHYECKOM 3HAYMMOCTH, O0OBeMy

IIPOBEACHHOI'O HCCJIEAOBaHUAA, AOCTOBCPHOCTU IMOJYYCHHBIX pe3yJIbTaTOB U



000CHOBaHHOCTH BBIBOJIOB JIUCCEPTAIMOHHAs PaboTa IOJHOCTBIO COOTBETCTBYET
TpeOOBaHMAM, MPEABABISEMBIM K JUCCEPTAIMSIM Ha COMCKAHUE YYEHOW CTEIeHH
KaHIugaTa MEIUIMHCKUX HayK, cornacHo m. 2.2 pasnmena II Ilomoxenus o
NPUCYKIEHUU YYEHBIX CTeleHel B (emepalbHOM rocyaapCTBEHHOM aBTOHOMHOM
00pa30BaTeIbHOM yUpPEXKIEHHUHU BBICIIEro 06pa3oBanus « POCCUMCKIN yHUBEPCUTET
Apy>0bl HaponoB uMeHH [latpuca JIymymObD», yTBEPKIEHHOIO Y4EHBIM COBETOM
PYJIH mporokon Ne VC-1 or 22.01.2024 1., a ee aBTop, CTpenbHukoBa Banepus
ANleKceeBHa, 3aCIy)XKUBaeT TIPUCYXKIEHHS ydYEeHOM CTElmeHW KaHAMuJaTa
METUUMHCKUX HayK 110 crienranbHocTsaM 3.1.21 — Ilenuatpust u 1.5.7 — ['eneruka.
Haro cBoe corinacue Ha cOop, 00pabOTKy, XpaHeHHEe M Iepefady MOMX

I[NEPCOHAJIIBHBIX JAaHHBIX.

HM.o. mepBoro 3amecTuTesnst AUPEKTOpa,

3aBeyrolas Kapenpoit MosieKyIsipHOU reHETUKU ¥ OMOUH(DOPMATHKH

UHCTUTYTa BBICIIErO U JJOIIOJIHUTEIIBHOIO IPO(ECCHOHATIEHOTO 00pa3oBaHus
DenepanabHOTO rocyapcTBEHHOTO OFOIKETHOIO

Hay4HOI'0 YUPEeKICSHUS .
«MeauKO-reHeTUYEeCKUN Hay4YHBIA LEHTP /umenu akamemuka H.IT. Boukosay
(®I'BHY «MI'HI1»),
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