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HaunoHanbHbIN MegULUMHCKUIA UCCrenoBaTenbCKUi LEHTP
3n00poBbs geten MuHsgpasa Poccun, Mockea

Knrouesbie crioga: demu, HeghpokanbUyuHo3, duazHocmuka

Axmyanvrnocms. Hedpokansimuos (HK) xapakrepusyercs oTi10-
JKEHHUEM COJIeH KaJbLys B I0YeYHO! napeHxume. JlanHoe cocTosiHue
OTHOCHUTEIIEHO PE/IKO BCTPEUACTCS B TI€IHATPUIESCKOH ITOITYIISIIHH, OfI-
HAaKO B IIOCJIE/IHEE BPEMS CTAJIO YACTOM yJabTPa3ByKOBOM HAXOAKOM U
noBoztoM Jutst rocimtanu3anuy. [pranasr HK pazmansr. HanGonee
BayKHAs POJTb B TaTOre€He3e OTBOAUTCS runepkanbimypun. HK nveer
JIOJITOCPOYHBIE TIOCIECTBYS U, HECOMHEHHO, TpeOyeT TIaTeIbHOTo
JMarHOCTHYIECKOTO TTIONCKA €T0 IPUIUHEL.

L{ens: onpenenuTs reHOTUNMHYECKHE U (PEHOTHIINYECKHE 0CO-
6ennoctu gereii ¢ HK.

Mamepuanvt u memoou. IIpoanann3upoBana MeIUIIMHCKAS TOKY-
menTanus 70 nanuentos ¢ HK 3a nepuon ¢ 2011 mo 2022 r.: y 61 u3
HUX AHarHocTupoBaH u3onupoBanHbii HK, y 9 B coueranuu ¢ Hed-
ponuTHazoM. MonekynsapHO-TeHeTUYECKOe HCCIIeI0BaHUE TPOBOIH-
JIOCh METO/IOM CEKBEHUPOBAHMUS HOBOTO MOKOJICHUSL.

Pesynomamu. Cpennuil Bo3pact Ha MOMeHT oOHapyxkenus HK
cocraBul 3 roga 8 mec. B npoaHanu3upoBaHHON KOropre MnaueH-
TOB BBISIBIICHBI TATOT€HHBIE MyTAI[HU B CICAYIOIINX TeHAX C perec-
CHUBHBIM MexaHu3MoM HacnenoBauusi: CYP24A1 (8), CLCNS (6),
AGXT (5), OCRLI (3), ATP6VIBI (2), CLDN16 (1), KCNJI (1),
SLC5A41 (1), HPRTI (2); B reHax ¢ JOMHHAHTHBIM MEXaHU3MOM Ha-
cienoBanus: SLC34A1 (2), SLCI9A3RI1 (1), KCNJ5 (1), SLC4A41 (1),
CASR (1), PHEX (1), a Taxoke 2 MUKpOJENIC[IMY Ha ATMHHOM IUIeye
xpomocoMsl 7q11.23, Hacnenyemble ayTocoMHO-10MUHaHTHO. Hacnen-
cTBeHHYI0 oTsroménHoCTh 1o HK 1 Hedponmutrazy nmerno 5 (7,1%) u
14 (20%) nereit. [Iporpeccupoanue HK dbukcuposano y 8 (11,4%)
JIeTel, HeCMOTPsI Ha TEPAInIo, IPOBOAUMYIO JUTS 3aMEIJICHHs MaTo-
JIOTUYECKOTO IMpolecca, NPUUEM CHIDKEHHS (yHKIMU MTOYEK He OT-
medeHo. Y 10 (15,2%) neteit HK o6napysxen yxe Ha 3 cragnu. CHU-
JKeHUe (yHKIIMU MOYEK C JOCTHKEHHEM TePMHUHAIBHOM MOueuHOit
HEJJOCTATOYHOCTH BBISABIICHO Y 2 J€Tel, UTO CBS3aHO C TSHKENIBIM Tede-
HHEM TIePBUYHON runepoxcanypun 1-ro Tuma. ITo qaHHBIM OMOXHMHE-
YEeCKOI'0 UCCIIeIOBAaHUS MOUH, Y MOJABIISIONIET0 OOJIbIIMHCTBA IeTel
(n = 36; 51,4%) onpenensiach TUNEpKaIbIHYPHS, Y MEHBIIETO
JKe uucia — runepokcanypust (n = 8; 11,4%) u runepypuxo3ypus
(n=12;2,8%).

3axniouenue. HacnencTBeHHbIH (GakTOp MMEET BaXKHOE 3HAYCHUE
B paszsutin HK. [IpeBanupytoT ety ¢ nH(aHTHIEHON rHIepKaIbLHe-
Mmueii 1 Tuna, 6ose3Hbi0 JleHTa 1 mepBUYHOM TUTIepoKcanypuei 1-ro
tuna (mytauuu B reHax CYP24A41, CLCNS, AGXT). 'inepkanbuny-
pust, oOHapy>KeHHas y TIOJaBIISIOIIET0 OOIBIINHCTBA AETeH, OCTaéT-
cs caMmoii yactoii Haxonkoit mpu HK, mexxay Tem skckpenus okcana-
Ta, MOYEBOW KHCIIOTBI, IIUTPATa, a TAKXKE MOBBIIICHHOE NOTPeOlIeHNe
Oenka Takke UTPAlOT He MEHEE CYIIeCTBEHHYIO POJIb.



