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HaunoHanbHbIN MeAULMHCKUIA UCCeqoBaTeNbCKUn LEHTP
300poBbs geten» MuHsgpasa Poccumn, Mocksa, Poccus

Knrouesbie crioga: demu; HeghpokanbUuHO3, Mymauuu

Axmyansrnocms. TepMuH «He()POKATBIIHO3» UCTIONB3YETCS B CITy-
Yae OTJIOKEHHMS COJeH KalbLis B KaHAIbIAX WM HHTEPCTULHATEHON
TKaHU To4eK. [IpoTexast 6ecCHMITOMHO, OCOOCHHO y JeTel paHHEro
BO3pacTa, He(POKAIBLMHO3 YACTO OOHAPYKUBACTCS CITyYaitHO TIPH yilb-
TPa3ByKOBOM HCCIIETOBAHUH. Psit 3a001eBaHMi, TPOTEKAIONHX C Pa3-
BUTHEM HEPPOKATBLUHO3a, MOXKET 00yCIIOBINBATE IPOrPECCHPYIOLIEe
CHIDKeHHE (DYHKIMH MOYeK U TpeOyeT paHHero JUarHOCTHPOBAHKSL.

L]env pabomei: onpeneneHne KINHIIECKHUX, MOJICKYIAPHO-TEHE-
THYECKUX U reorpaduuecKux 0COOCHHOCTEH HePPOKAIbIINHO3a, K-
arHOCTHPOBAHHOTIO Y JeTel, MPOKUBAIONINX Ha Tepputopuu Poccnm.

Mamepuanst u memoosi. IIpoananu3upoBaHa MEIUIIMHCKAs 10-
KyMEHTaIus 66 NaleHToB ¢ HePOKAIBIIMHO30M, HAXOAUBIIUXCS HA
TOCTIMTANN3AINH B HEPPOIOTHYECKOM OTAeNneHnd B nepuon ¢ 2011
o 2022 r. B 3T0 HccnenoBanye BOLUIM JIETH B Bo3pacTe oT 1 Mec 10
17 ner 11 mec. B MoneKkynsipHO-reHETHUECKOM HCCIIEI0BAHUH UCTIONb-
30BaJICsl METOJ CEKBEHHPOBAHHS HOBOTO TOKOJIEHMSI.

Pesynomamer. Cpennuii Bo3pact oOHapyKeHUs! He(hPOKAIbIIH-
Ho3a cocTaBuia 3 roga u 1 Mec, meauana — 2 roga. M3omupoBan-
HBII HeppoKambIMHO3 HMenHn 56 netel, HepoKaIbIUHO3 B COUe-
TaHUH ¢ HeponuTuazom — 10 gereir. Ha MoMeHT nuarHoctupo-
Bauus HeppokanbunHo3 goctur III cranum y 10 (15,2%) nereid,
II cragun — y 28 (42,4%) nereii. ®akrt popmupoBanus HedpoKab-
IIMHO3a B Pe3yNbTaTe JUINTENbHOIO premMa BuTaMuHa D B aHaMHe3e
BBIsIBIICH y | peO&HKa. MonekyisipHO-TeHeTHYecKasi OCHOBa Hepo-

KaJbIIMHO3a ycTaHOBIIeHa Y 34 neteil: 24 (70,6%) manbuukos u 10
(29,4%) neBouexk. [IpHaMHHbBIE MyTAI[MH BBISIBICHEI B CIEAYIOIINX
reHax C peleCCUBHBIM MeXaHN3MoM HacienoBanusi: CYP24A1 (8),
AGXT (5), CLCN5 (5), OCRLI (3), ATP6VIBI (2), CLDNI16 (1),
KCNJI (1), SLC5A41 (1), HPRTI (1), u3 koTopsIX 9 nmerot X-cuen-
JICHHOE HacJIe[oBaHKe, YTO 0OBSCHSET peodiiajiaHie MaJbuiKOB B
pacmpenenenun o noxy. Creayromue 6 TeHOB IMEIOT JOMUHAHT-
HBIM MexaHu3M HacienoBaHus — SLC34A41 (2), SLCY9A3RI (1),
KCNJ5 (1), SLC441 (1), CASR (1), PHEX (1). Tax>xe BBIIBICHBI
2 MHUKpOJEJCINH Ha ATUHHOM Iutede Xxpomocomsl 7q11.23, Hacme-
JyeMble ayTOCOMHO-JIOMHHAaHTHO. HaciieqcTBeHHY0 OTSromeH-
HOCTB 10 HeponuTuaszy umenu 14 nereii, mo HeppokaIbIUHOZY —
5. Coueranue HedpoKaIbIHO3a ¢ HEQPOIUTHA30M OOHAPYKEHO
MIpH IEPBUYHON THIIEPOKCATYPUH, HHPAHTIIEHON THIIEpKAIbIHe-
MHH, CHHIPOME [TTI0K030-TaJIaKTO3HOH ManbabcopOLuy U Ipu AnC-
TaJbHOM PEHAILHOM TYOyIsIpHOM aruno3e. BeIsIBIeHHEIE ciydan
MyTanuil pacrnpeaenminch no 18 cyorekram PD ¢ mpeobnamganu-
eM B MockBe u MockoBckoii obimactu — 11 (32,3%), Huwkeropon-
ckoii obnactu u Pecrybnuke [darecran — 3 (8,8%), 4T0, BUANMO,
CBSI3aHO C IpeolbaajaHieM roCIUTATN3aLUI U3 TaHHBIX PETHOHOB.

3aknouenue. Cpeny IpoaHATU3UPOBAHHOIN KOTOPTHI MaIHEH-
TOB NPEBAIMPYET MOJICKY/SPHO-TeHETHYECKast OCHOBA He(pOKab-
IMHO3a ¢ mpeobiananueM mytainuii B renax CYP24A41, CLCNS,
AGXT, onvcaHHbBIX IPY HHPAHTIIFHON TUIEPKATBIEMHUH 1-ro TH-
na, 6one3nu JleHTa, MepBUYHON IMIIEPOKCATYPUH 1-TO THIIA COOT-
BETCTBEHHO. Y 22 neTeil He yCTAaHOBICHO IPUYHHEI He()POKAIBIH-
HO3a, 4TO TpeOyeT yrmyOnéHHOro MoucKa U TIIATENLHOTO aHalIn3a
BO3MOJKHBIX 3THOJNIOTHUECKUX GakTopoB. K Tomy ke Gosbioe unc-
JI0 TEHOB, OTBETCTBEHHBIX 3a pa3BUTHE HE(QPOKAIBIMHO3A, eIIE He
UICHTHHUIHPOBAHO.



