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CUHOPOM OE®ULINTA LLEPEBPAJTIBHOIO
KPEATUHA

Kypoga H0.A., Hukonenko [1.C., AbaynnaeBa J1.M.,
KoHnpgakoBa O.B.

HaunoHanbHbIN MegULUMHCKUIA UCcCrenoBaTenbCKU LEHTP
3p00poBbs getert MuHsgpasa Poccun, Mockea, Poccns

Knroueenie cnoea: deghuyum uepebpanbHO20 KpeamuHa;
Oemu; anunercusi

Axkmyanvnocms. Cungpom neduiura nepedpaibHO-
ro kpearuHa, Tin 1 (nedunur Tpancrnoprépa kpearnna, OMIM
300352) — penkast (popmMa HACJIEACTBEHHBIX OOJIe3HEH oOMeHa
BEIIECTB U TPaHCIIOpPTa KpeaThHa. 3a001eBaHie BbI3BAHO MyTa-
1uel B reHe TpaHcnopTépa kpearuna (SLC6A48), Tun Hacleq0Ba-
HUs — X-CLEIUVICHHBIN peliecCuBHbIA. B Hactosmee Bpems 3a-
OosieBanue 3apeructpupoBano y 130 uenoBek. Hauano kiuHu-
YECKUX MPOSIBICHUH MPUXOAUTCA HA BO3PACT OT 3 Mec /10 2 JIeT.
Knuaudeckue nposiBiaeHNs BKIIOYAIOT MHTEJICKTYalbHbIN nedu-
IUT, SMTUIICTICUIO, TOBEICHICCKUE HApYIIeHHs (IeUIIUT BHUMA-
HUSI, TUTIEPAKTHBHOCTD, ayTUCTUYECKUE YESPTHI), MBIIIICUHYIO TH-
MOTOHHUIO | (perKe) SKCTpanpaMuiHble paccTpoiictsa. s nan-
HOT'O CHHIPOMa CyIIeCTByeT MeTa0oIMuecKas Tepanusi: KpeaTnHa
MOHOTH/IpAT, apTHHUH, IIMLKH, KOTOpast MoKa3alia CBO 3 Qek-
THUBHOCTbD IIPU PaHHEM Ha3HAYCHUU.

Onucanue knunuueckozo cayuaa. Ilanuenr I1., 2 rona 8 mec,
or 1-ii 6GepemeHHOCTH, IIpoTeKaBILel Oe3 ocodbennocreil. [Ipu po-
sknernn macca tena 3300 1, mmaa tena 53 cm. o 1 roma poc u
Pa3BHBAJICS COIIACHO BO3pACTHHIM IepronaM. B Bo3pacre 1 rox
1 Mec y peOEHKa BO3HHK JJTUTENLHBIN SMHICTITHYECKUNA TPUCTYII,
HEBPOJIOTOM ObLT BHICTABIIEH JUArHO3: DIHIIEHICHS (BEPOSTHO, Te-
HETHYECKas), TOHUKO-KIIOHUYECKUE MPUCTYIIbI, CTATYCHBIN Jie-
61ot1. Ilocne npucryna y pe6€HKa oTMedascs perpecc pe4eBbIX
(yHKIMI, HapyIIeHue TOBEICHHS B BUIE ayTOArpeCcCUH, TUIe-
PaKkTUBHOCTH M AedunnTa BHUMaHus. HeBpomorom 3amono3peHa
TeHETHUYECKasl TATOJIOTHs M PEKOMEH/IOBAHO MIPOBEICHHUE CEKBe-
HHUPOBAHHUs ITOJIHOI'O 5K30Ma. le/l IPOBEACHUN MarHUTHO-PE30-
HAHCHOU TOMOTpa(UH C OJIHOBEKCEILHOM CIICKTPOCKOMHEH BBISIB-
JICHO BBIPXKCHHOE CHIDKCHHE MMKa KpeaThHa. [10 JaHHBIM CeKBe-
HUPOBAHUS IK30Ma BBISIBJICH MMaTOTEHHBIN BapuaHT ¢.1661C>T
(ENST00000253122) (p.Pro554Leu), chrX:153694783C>T B re-
MHU3UTOTHOM COCTOSIHUH B TeHe SLC6A48. BapuaHT BaauanpoBaH
METO/IOM aBTOMAaTHYECKOTO CEKBEHHPOBaHUst 110 CoHrepy y peOEH-
ka ¥ Marepu. Ha 0OCHOBaHHMHU KJIMHUYECKOI KAPTHHBI M TAHHBIX MO-
JIEKYISPHO-TEHETHYECKOTO 00CIIeI0BaH s PeOEHKY OB BBICTABJICH
nmuarao3: CHHApOM neduuuTa nepedpabHOr0 KpeaTHHa, THI 1.
Mars saBisieTcst HocuTeneM BbIsiBIeHHOM myTaruu. [locne nocra-
HOBKH JIMarHo3a peOEHKy Oblla HayaTa MeTabonnYecKas Teparst
¥ MIPOJIOJDKEHO IMHAMUYECKOE HaOMI0ICHUE.

3aknrwuenue. Onucanue JaHHOTO KJIMHUYECKOTO CIrydast 1o-
3BOJIUT BpadaM Pa3HbIX CIEIHATbHOCTEH, HAOMIOIAIONINX MalueH-
TOB C 3aJICPKKOH Pa3BUTHS M HAPyIICHUSIMH IOBEACHHUSIMH, 3aI10-
JIO3PHUTH PeKOe HACIENCTBEHHOE 3a00IeBaHUE W HAIIPABUTD Ce-
MBIO Ha MEIUKO-TeHETHYECKOe KOHCYIbTHpOBaHUE. [{eHHOCThIO
NpeACTaBJICHHOI'O KIIMHUYCCKOI'0O Ciiydas ABJISICTCSA paHHASA OU-
arHocTHKa 3a00JieBaHus, MO3BOJIMBIIAS BOBPEMs HA3HAYUTH pe-
0EHKY MeTabOIMYECKYIO TepaIuio, KOTopasi OTEHIIMATEHO MO-
JKET YAy4LINTh COCTOSIHUE peO&HKa.
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