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nHapom AnnaHa-XepHaoHa-lamnniu (AHDS),
OMIM 300523 — cuHApOM X-CLIEIIEHHON yM-
CTBEHHOW OTCTAJIOCTU ¢ runoToHuel [1]. 3aboe-
BaHUE peIKOoe, YaCTOoTa CUHIpOMa HeusBecTHa. B mutepa-
Type MMeeTCsl olmMcaHue 25 ceMeil, B KOTOPbIX Ha0io1a-
Jloch 89 OOJIbHBIX, MTOPaXalTCs TOJABKO MTbUYUKU. TuIl
HacjenoBaHus — X-CLeIJIeHHbIN pelieccCuBHbIN. [Tpuuu-
Hoii ssBsteTcst MmyTtaumst reda SLC16A2 (Xq13.2), KoTopblid
KOAUPYET TPAHCTIOPT MOHOKapOOKCHUJIaTa, SIBISIOIIETOCs
crieliM(UIECKUM TPAHCIIOPTEPOM IIJISI TUPEOUITHOTO Irop-
moHa T3.
ITo pekoMeHIalMy HEBPOJIOTa B MEIUKO-TeHETHYE -
CKYIO KOHCYJIbTAIIMIO ObLT HAIIPABJICH MAllMeHT, UMEIOIIIA

BbIpaxK€HHBII HeBpoJornueckuii nepuut. Manbuuky 3,5
rojia; pOAUTENIM BhICKAa3bIBaJIM XKaJIOObl HAa 3HAYMTEIbHbIE
JIBUTaTeJIbHbIE HapyleHust. 3 ceMeitHOro aHamHe3a 13-
BECTHO, 4TO OT 1 6epeMeHHOCTU B 1 Opake MaTepu eCThb
JIBOMHSI — CBIHOBbBSI, HAOJIIOMAIOIIECs] Y HEBPOJIOTA C JIM-
arHo3om: JILITI, aroHnuyecku-acraruyeckasi oopma, MoO-
TopHas ananus. Ponunuchk B cpoke 33-34 Henesu, ObICTpbIE
ponbl, macca 2100 1, poct 44 cm y Kaxaoro. [1pu poxne-
HUU: BHYTPUYTPOOHAsI THEBMOHMSI, B IMHAMUKE OTMeYa-
JIUCh 3aliepXKKa MOTOPHOTO Pa3BUTUSI, TeTpanapes, 3Ha-
YUTEJIbHOE YXYIIIeHUE ¢ 6 MeCsIlieB B IBUTaTeIbHOM cde-
pe. B HacTos1Iee BpeMsi cTapiiiie ChIHOBbs, 11 JeT, cuasT
TOJIBKO C TIOJIIEPKKOM, HE CTOSIT, HE XOJISAT.
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IIpoGana ot 2-ro 6paka maTepu. bpak HEpOACTBEH-
Hblit. Ponbl oneparuBHbie B 38-39 Henenb, Macca 3130 1p.,
poct 50 cMm., oueHka no Amnrap 7/8 6annos, Iletpyc-
co 38 6amoB. [1pu poxneHUn TpaH3UTOPHOE TaXUITHO?,
MBIIIIEYHAs TUCTOHUS, lIepedpatbHast UIIeMUsl, CHHIPOM
MMOHMKEHHOM HepBHO-pehIeKTOPHON BO30OYIUMOCTH, He-
3pesiocThb. C pOXKIEHUST OTMEYAIUCh JIbIXaTeIbHbIe Hapy-
MIEHMSI, MBIIIIEYHAsT TUCTOHUS CO CKIIOHHOCTBIO K THUTIO-
TOHUM, TpeMop. Pa3pelieHre KOHBIOTalIMOHHOM XKeITYX1
B 1,5 Mecsiia. Tpemop kynupoBaiics B 5 mec. C poxkaeHust
— HabmoneHue U jiedeHue y HeBpoJora. C 6 MecsitieB Ha-
OJIIOIAJIOCH YXYAIIIEHUE COCTOSTHUS, JIeKa Ha KUBOTE TO-
JIOBY yIepKuUBaj cjiabo, Mpu TPaKIMKU 32 PYKHU TOJIOBY
He puxkcupoBan. OOpaTuiv BHUMaHKWE Ha TJIOXOE yaep-
>KaHMe TOJIOBKH ITOCJIe TIOCeIIeHUsT OacceitHa, COCTOSTHUE
paclieHeHO KaK JUCTOPCHSI CBI30YHO-MBIIIIEYHOTO arlra-
para meiHOro oTaesaa No3BOHOYHMKA. B nuHaMuKke Ha-
pacTtaHue TOHyca B KOHEYHOCTSX. 3aK/IIOUeHUe HeBPO-
JIoTa: CUHIPOM MBIIIEYHOW TUCTOHWU Ha PE3UIyaTbHOM
repuHaTaJIbHOM (poHe, 3a7epXKKa TEMITOB MOTOPHOTO pa3-
BuTHs. HeBposiornueckue nmpoo6yieMbl paclieHUBAIA KakK
MOCJIEACTBUS TIEPUHATAIBHOTO TTOPaXKeHUsI LIEHTPaIbHOM
HepBHOI cuctemsl. [Toydan Kypchl HOOTPOTIOB, (DU3KMO-
nedyeHue. C 8 MecsilieB MOSIBUIIMCH MOISPTUBAHMST MBIIIIIT
HOT, KOTOPbIe paclieHeHbI KaK ITMIepKUHE3bI, B IMHAMUKE
yyanaanuch, MpUCOSTMHWINCH ToAepruBaHus pyk. B 2 ro-
Jla CTaJl 3aBOJUTH T1a3a BBepX. [IpuCTymbl B3aparnBaHust
M 3aMupaHus 10 2 pa3 B cyTku. DyHKIIMN Ta30BBIX Opra-
HOB HE KOHTPOJIUPYET.

B Hacrosiiee BpeMst B Bo3pacte 3 JieT 8 MecsIIeB To-
JIOBY YIepXMBaeT HEyBEPEeHHO, CAMOCTOSITEJILHO HE ca-
JIUTCST, TIPUCAXKMBAETCST TOJIBKO C TIOMOIIBIO, CUIUT Mac-
CHUBHO C Kpyrjoi ciuHoi. CTOUT y OIMOpHI KpaTKOBpPE-
MEHHO M C TMOUIEPKKOM, HEe yIepKUBAeT BEPTUKATbLHOE
MOJIOXKEeHUe, TToJ13aeT Ha XuBoTe. HemponoskutebHOe
BpeMst GPUKCUPYET B3IJIsI Ha UTpyIKe. Peub — JemneT He-
nudbdepeHIMPOBaHHbIN, 3-4 neneTHbIX cioBa. [1pu oc-
MOTpE COCTOSIHME CTabMIbHOE, CO3HaHue sicHoe. Mac-
ca 14,5 xr., poct 103 cMm. I'omoBa npaBuIbHOU (OPMBI,
OKPY>KHOCTb T0JI0BbI 47 cM. [1pu Tpakiiuu 3a pyKu rojio-
BY YAEPXKUBAET ¢ TPyJAOM. B mosioxkeHM Ha KMBOTE OIH-

paeTcst Ha Tipenrieubs. @oHanus ciaadast, poT MOCTOSTH-
HO OTKPBHIT, CItoHOTeueHre. Koxa u BUTMMbIe CTU3UCThIC
yuctbie. ZKUBOT MSTKUI, Oe300e3HeHHbIN. [TeyeHn, ce-
Jie3eHKa He yBeandyeHbl. Onopa Ha MOJIHYIO CTOITY Bsijasi,
BasibrycHasi. Kpuntopxusm nBycTopoHHUt. PebeHoK Ha-
OsromaeTcsl y HeBpoJiora, SMUJIEITOI0Ta 10 MOBOLY MU~
JIETITUYECKOM sHIIedaTonaTuu, HEHTPAIBHOTO TeTpamnape-
3a, runepkuHeTuyeckoro cuapoma, GMFCS 5 yposeHb,
rpy0oii 3aep>KK1M MOTOPHOTO U PEYEBOI0 Pa3BUTUSI, HApY-
eHus GYHKIUU Ta30BbIX OPraHOB (PHYpPE3, SIHKOMPE3).

YuutbiBas ceMeliHbIi aHaMHe3, aHAJIOTMYHYIO HEBPO-
JIOTUYECKYIO MaTOJIOTUIO ¥ ChIHOBEI OT pa3HbIX OPaKoOB
MaTepu, OIMHAKOBbIE CPOKM MaHUdecTaluu 3a00jeBa-
HHUS B BO3pacTe 6 MeCSILIEB CO 3HAUMTEIbHBIM YXYIIICHN -
€M B IBUTATeJIbHOI chepe, CXONCTBO KIMHUYECKON CUM-
MITOMAaTUKHU y TPoOaHIa U y CTapIINX OpaTheB, BBICKA3aHO
MOJ03PEHME Ha HACJIENCTBEHHOE HellpoIereHepaTUBHOE
3a0o0JieBaHUE, TPEAITONIOXUTEIbHO C X-CLIETIJIEHHBIM pe-
LIECCUBHBIM TUITOM HacjenoBaHusi. Hozomornuyeckuit
MIMarHOo3 Ha OCHOBAHUU TOJbKO KIMHUYECKUX TaHHBIX
He onpeneyieH. [To pe3yabTaTaM CeKBEHUPOBAHUS KJIU-
HUYECKOTo 2K30Ma OOHApYKEH paHee ONMUCAHHbINA maTo-
reHHbIit BapuaHT B reHe SLC16A42 (chrX:73641511G>GC)
B T€MU3UTOTHOM COCTOSTHMU, TIPUBOMSIINNA K CIBUTY
paMKU CUUTbIBaHUS. BapraHT ObLT onKcaH y MallieHTOB
¢ AHDS. BroisBinenue myranuu reHa SLC16A2 sBnsietcst
MaTOTHOMOHUYHBIM Ut tuarHoctuku AHDS. Y mare-
pU ecThb poJHas cecTpa, uMmeroiast 1o4b. Llenecoodpas-
HO JOIOJHUTEIbHOE 00CIe0oBaHNE: BalUaalUs MyTa-
LIMM ceKBeHUupoBaHueM 1o CaHrepy, ¢ mocienyoluiei
BO3MOXHOCTBIO MpeHaTaJbHOI TUAarHOCTUKU MTPU HE0O-
xoauMocTu. B HacTosiiee BpeMs crieliuuieckKux MeTo-
TIOB JIeUeHUs He cyluecTByeT. [TaliMeHT mosyJyaer JeBu-
TUpaLeTaM JUIMTEIbHO M0 PEKOMEHIALIMU SMUIEIITOO0-
ra, no3uposaHo JIOK, mnddepeHInpoBaHHEIT Maccak,
OTMEHEHBI HOOTPOTIbI, DJIEKTPOJICYCHUE.
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