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Hedpornueckuii cuaapom (HC) npeacrasisier co00ii KIIMHUKO-Ta00paTOPHBI CHMITOMOKOMILIEKC,
BO3HHKAIOIIUI BCIIEICTBUE MOBPEXKICHHS ITIOMEPYIIPHOTO (PHIBTPa B KIyOOYKOBOM armapare Mmovex.
Cpenu TeHOB, OTBETCTBEHHBIX 33 CTPYKTYPHBIE IPOTEHHBI MOIOIUTOB IMOYEUHBIX KIIyOOUKOB, Hanbosee
U3BECTHHI TeHbl HeppuHa NPHS w nonounna NPHS2.

[enb paboThl — HCcIeJ0BaHUE MOTHBIX TOCIE0BATEIbHOCTEH HIK30HOB U HETPAHCIHPYEMBIX 00I1a-
creii reHoB NPHS1 u NPHS?2, n3y4yeHue BIUsIHUS My Talllid ¥ TOTUMOP(HBIX BAPHAHTOB B 9THX I'eHaX Ha
passutue HC y neteit B Pecriyonuke benapych.

Marepuansl u Mmetozbl. Y 62 nanueHToB B Bozpacte 0,2—17 ner ¢ HC, npoxoausmux iedenue B Y3
«2-s1 TOpOJICKast AeTCKask KIIMHUYECcKasi 00JIbHHIIA» T. MUHCKA, IIOCPECTBOM BBHICOKOIPOU3BOAUTEIIHHOTO
cexBeHnpoBanus Ha mnardgopme MiSeq (Illumina, CIIIA) npoananu3upoBaHbl MOJTHBIE TOCIEI0BATEIb-
HocTH reHoB NPHS1 n NPHS?2.

Pesynprarel. Besineno 22 nmonumopdHbIX BapuaHTa, u3 HuX 31,8% 3aMeH ObuUIM CHHOHUMHYHBI-
Mu, 22,7% — He cuHOHUMUYHBIMH U 45,5% — Bapuantamu UTR. YcranosneHo, 4To pacnpeneinceHue
anneneit BeisgBIeHHbIX SNP y Genopycckux manmentoB ¢ HC coBmagaer ¢ pacmpeneneHueM ajiemnei
B €BPOIENCKUX nonymsiuusx. HaliieHbl MHTpOHHBIE FE€TEpO3UTOTHBIE MyTaluu: B rene NPHSI —y 29%
nanueHToB, B reie NPHS2 — y 42% nauuentoB. Hanbosnbiliee KoTu4ecTBO MUHTPOHHBIX MYTAallHi B TeHE
NPHS?2 BBISIBICHO y TAITUCHTOB ¢ MU (Hy3HBIM Me3aHTHOMPOTH(epaTHBHBIM riioMepyiioHedpuTom (JIM-
II'H, no 53% nanuenToB), B rene NPHS] — y manueHToB ¢ (OKaTbHO-CErMEHTAPHBIM TIIOMEPYIOCKIIe-
po3om (DCI'C, o 60%).

VY 9,7% mnamuentoB ¢ HC oOHapy>keHBI SK30HHBIE T€TEPO3UTOTHBIE MHCCEHC-BApUAHTHI B T'EHE
NPHS . BOnbIIMHCTBO MAIIUEHTOB C SK30HHBIMU FE€TEPO3UTOTHBIMU MyTalusiMu B rene NPHS1 (83,3%)
umenu crepoua-pesucrenTHeiii HC, mopponormueckn — OCI'C (mo 60%) nmmbo 60s1e3Hb MUHHUMAIh-
HbIX n3MeHenuid, unu JJMIITH ¢ tpanchopmanumeit 8 DCI'C.

B cnyuae mamueHta ¢ BpOXAECHHBIM cTepoun-pe3sucTteHTHbIM HC oOHapyxeHbl aBe MyTa-
mun B reHe NPHSI B xommnaysa-rerepo3urote. O0a BapuaHTa — 3aTparvBaloOlIMid CaWT CIUIaii-
cuara (NM_004646:exon18:¢.2335-1G>A) wu mpuBoAsmmii K 0Opa30BaHUIO  CTOI-KOJOHA
(NM_004646:exon8:c.C847T:p.Q283*) — conepxarcst B 6aze ClinVar u kiaccuuImpoBaHbl KakK Ima-
Torennsle. Bapuanr :¢.2335-1G > A, BeposTHO, BbI3bIBAaeT Je(EKT CIUIaiCHHTA, TPUBOIAIINN K U3Me-
HEHMIO JUTMHBI OeJIKa U yXy[aueHuto ero GpyHkun. Hapymenue sToro caifta crutaiicuHra HabIoaanoch
y mroneit ¢ BposkaenHsiM HC ¢urckoro Tuma, npu 3tom Mytanus ¢.2335-1G > A u panee Obu1a o0HapY-
JKEHa B T€TEPO3UTOTHOM COCTOSSHUU. CeMelHbIN aHaau3 B HAllleM MCCIIE0BaHUU TI0Ka3aJl, YTO BapUAHT
¢.2335-1G > A nepenasics oT oTia, a p.Q283* — ot marepu; 06a poxuTeNs TeTEPO3UTOTHBI IO JJAHHBIM
BapuaHTam, Ho 6e3 nmpu3HakoB HC.

Briepsrie oOHapyxeH ciydaii BpoxaenHoro HC ¢uHCKOro THIa, CBI3aHHBIA ¢ KOMITayHI-T€TePO3H-
TOTHBIM HOCHUTEJBCTBOM MyTanuii rena NPHSI. U3yuenune ocobenHoctell kimHudeckoro teuenuss HC
y JA€Tel ¢ TreTepOo3UroTHbIMU MyTauusmMu rena NPHSI noka3ano, yTo OOJBUIMHCTBO NMallUEHTOB UMENN
crepoua-pesucteHTHbIN HC, 4yTO, MO-BUAMMOMY, CBUAETEILCTBYET O BKIJIAJIE€ T€TEPO3UTOTHOIO HOCH-
TEJNbCTBA B pa3BUTHE 3a00I€BaHMSL.
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