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Brenenune. B ocHoBe Hedporuueckoro cungpoma (HC) nexut HapylieHue CTPYKTYpPbl WM I10-
BPEKICHUE KITyOOUKOB MOYEK C MOCIEIYIONIMM MOBBIIIEHHEM MX MPOHUIIAEMOCTH JJIsi OSJIKOB TIa3-
Mbl KpoBH. Bo3znukHoBeHue nepsuyHoro HC 3adacTyro CBsI3aHO ¢ MYTalUsIMU I'€HOB, KOTUPYIOLIUX
CTPYKTYpHBIE OETIKH, KOTOpbIe 00pa3yroT (UIBTPAlMOHHBINA Oapbep MOYKH, B TOM YHCIIE TeHa HepruHa
(NPHSI). Cautaercs, yto HC, BeI3BaHHBIN MyTanusmu reHa NPHS, HacnenyeTcs Mo ayToCOMHO-pe-
LIECCUBHOMY THUITy. Borpoc o BAMAHUM HaIM4Ksl OIHON T€TEPO3UIOTHOM MyTallMM HA KIMHUYECKOE Te-
yenne HC ocTaercst AMCKYCCHOHHBIM.

Heapb uccaenoBanus. Mzyunts ocodbenHoctn ximuudeckoro teuenust HC y nereit ¢ rerepo3uror-
HbIMH MyTanusmu rena NPHS1 B PecrryOnmke benapyce.

MarepuaJsl u MeToAbl. Y 62 nauventoB ¢ HC, HaxoquBIIUXCs Ha JICYCHUH B TIEHATPUICCKOM OT-
nenenun Ne 1 (st Hepostoruueckux 00JbHBIX) Y3 «2-51 TOpojIcKast JeTCKast KIMHUYeCKast O0IbHUIIA
. MHHCKa ITOCpeICTBOM BBICOKOTIPOU3BOAUTEIHHOTO CeKBeHNpoBaHus Ha miardopme MiSeq (Illumina,
CIIIA) noy4eHsl moJiHbIe TIocienoBareIbHOCTH reHoB NPHSI u NPHS?2. ®atinsl .vcf renepupoBaiiu ¢
MIOMOIIBIO MHCTPYMEHTOB, JIOCTYIHBIX Ha Tardopme Galaxy (http://usegalaxy.org), aHHOTaIMIO Baph-
anToB TipoBoaH, ctionb3yst ANNOVAR (https://wannovar.wglab.org/).

Pesyabrarel. Y 6/62 (9,7%) nauuMeHTOB BBISIBACHBI TI'€TEPO3UTOTHBIE MHCCEHC-BAPHAHTHI B
reie NPHSI (NM _004646.4:¢.3047G>A:p.Serl016Asn; NM 004646.4:¢.2591G>A:p.Arg864His;
NM_004646.4:c.1564A>G:p.Asn522Asp; NM _004646.4:c.215G>T:p.Gly72Val;  NM_004646.4:
c.2746G>T:p.Ala916Ser; NM_004646.4:¢.2398C>T:p.Arg800Cys). Bce  BapuanTbl, Kpome
p-Asn522Asp, ectb B 6a3ze ClinVar. Tpu MyTanuu kiaccupuIUpOBaHbl KK BApUAHTHI HEOIIPEACTICHHO-
ro kiunarYeckoro 3HadeHus, VUS (Arg864His, p.Asn522Asp, p.Gly72Val), nBa — BeposTHO 100pOKa-
yectBeHHbIE (p.Serl016Asn, p.Ala916Ser), omuH — kak goopokadecTBeHHbIH (p.Arg800Cys).

Cpenn 6 manueHToB 3 ManpduKka U 3 MeBOUKH, y 5 u3 6 mereit (83,3%) Habmromancst cTrepou-pe-
sucteHTHBI HC, y mammenTa ¢ mytanuei p.Asn522Asp — CTEpOUI-3aBUCUMEIN. Y MMallHeHTOB C MY-
TalUsAMU HEOIpeeJIeHHOro kKimHuyeckoro 3Hadenust HC nebroruposan ¢ 1 roma 7 mecsnes a0 2 jier
2 MecslIeB, y OCTaIbHBIX — OT 3 jeT 3 mecsues 1o 11 jger.

IIpu mopdonornueckom nccienoBanuu HedpoOuonrara y HalneHTa C BHIIBICHHBIM BapUaHTOM
p-Ala916Ser nabmronanace kaptuHa oxanpHO-cerMeHTapHoro romepynockieposa (PCI'C), y 3 ¢ Ba-
puantamu p.Arg800Cys, p.Serl016Asn u p.Arg864His — Gone3Hb MUHUMAIbHBIX U3MeHeHui (BMI)
¢ tpancopmanueii B @CI'C, y 1 ¢ BapumanaTom p.Asn522Asp — auddy3Hb Me3anTHOTpOHdepa-
tuBHbII momepynonedpur (JIMIITH) ¢ tpancdopmanneit 8 PCI'C uy 1 ¢ Bapunantom p.Gly72Val —
JMIITH. I'emarypus u aprepuasbHas runeprensust (Al') 1narHocTUpoBaHbI TOJBKO y MallMeHTa C Ba-
puanToM p.Arg864His.

3akirouenue. bonpmmHCTBO 00CnenoBaHHbIX ManueHToB ¢ HC M rerepo3uroTHeIMH MyTalMsIMU
B rene NPHS1 (5/6 (83,3%)) umenu crepoua-pesucrentHeiid HC 6e3 remarypun u Al, mopdomnoruye-
ckn — OCI'C mu6o BMU nmm IMIITH ¢ tpancdopmarueit B @CI'C. BospacT nebrora 3a0oneBaHus B
Cllyyae HOCHUTEJIbCTBA BAPHAHTOB HEOIPEAEICHHOIO KIIMHUYECKOro 3Ha4eHHUs OBl MIIaJIle, YeM B CIIy-
Yae HOCUTENBCTBA JOOPOKAUECTBEHHBIX MJIM BEPOSITHO JOOPOKAYECTBEHHBIX BAPHAHTOB.
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