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B 6poLutope Mcnonb3oBaHa MHGOPMaLKMs M3 OnblTa NPaKTUYECKON paboTbl AOKTOPa
Anvcaeiipa MakHuna ¢ NauMeHTaMu, y KOTOpbIX 6bln BbisSIB/IEHbI MyTaLMK B reHe
SLC12A2. Bonee noapobHas MHGOpMaLMsA NpeacTaBeHa B Hay4uHol ctatbe (McNeill 2020).
Ha cerogHswHWiM aeHb MyTaumn B reHe SLC12A2 obHapy»xeHbl Y HE60MbLIOro KOMMYeCTBa
NI0AEN, MO3TOMY Y Hac HET 60MbLIOro Konnyectsa MHdopMaummn 06 3ToM cuHapoMe. Mocne
[OMOJTHUTENbHBIX MCCNIEA0BAHWIN AaHHbIE, NPEACTABAEHHbIE B HACTOSALLEN 6pOLLIOPE, MOryT
N3MEHUTLCS.

YTo Takoe cuHapom SLC12A2?

«CMHAPOM» — 3TO MEeAULMHCKUI TEPMUH, KOTOPbIA UCMONb3YeTCs A1s ONUCaHus
COBOKYMHOCTV CUMMTOMOB M (hU3NUECKMX 0COBEHHOCTEN Y YenoBeka, 06yCrIOBNEHHbIX OAHOM
W TOM e Npu4KnHOi. laneko He y BCex NtoAelt C OAHUM U TEM Xe CMHAPOMOM 6yayT
abCconTHO 0AMHAKOBbIE CUMMTOMbI U (hU3nyeckne 0COBEHHOCTH, OAHAKO UM MPUCYLLY
HeKoTopble 0bLne YepThl.

CungpoM SLC12A2 — 370 MeAUUMHCKUIA TEPMUH, UCTIONb3YEMbI AN ONMMUCAHWUSA COCTOSIHMS,
rpy KOTOPOM Y YenoBeKa ecTb MyTalusi B OAHOW konuu reHa SLC12A2.

Jlioay € AaHHBIM CMHAPOMOM MeAneHHee pa3BMBalOTCSsl, UMEIOT TPYAHOCTU B 0ByyeHnm 1
HeBposornyeckne nNpobnembl, NPUBOASILLME K ABUraTENbHbIM HapYLUEHUSM.

Kak yacto BcTpeuaercsa cuHapom SLC12A2?

O cnHapome SLC12A2 ctano m3BecTHo B aBrycte 2020 roaa, koraa 6bi1a onybnnkoBaHa
nepBas uccnegoBaTenbckasi paboTa, B KOTOPOK Bblfiv ONMCaHbl KMHUYECKUE CllyYan Fpynnbl
[EeTe C AaHHbIM CMHAPOMaM. 3TO OYeHb PeaKoe OTKIIOHEHUE, HA CErOAHALWHNI AeHb
(cbeBpanb 2021 roaa) OHO AMArHOCTUPOBAHO NULLbL Y HEGONBLLIOrO Yncna noaen. B aton
6poLUope UCrosnb30BaHbl AaHHbIE NOCNeAHMX UccneaoBaHuii cuHapoMa SLC12A2. OaHako Mbl
NPU3HAEM, YTO HaM eLLé MHOroe NpeacTouT y3HaTb. Co BpeMeHeM, B Xoae AanbHeNWwmnx
MCCNIEAO0BAHMI Mbl MOJSTYYUM U CMOXEM MPEAoCTaBUTb 6osbLie MHGOopMaLMK.

Yto Takoe SLC12A2 -accoymmpoBaHHas rnyxora?

Mpy AaHHOM COCTOSIHUM Y YeNl0OBEKA BO3HMKAET MNyX0Ta M3-3a HapyLweHust PyHKUMK
CIyXOBOIO HEPBA M YaCTW BHYTPEHHENO YXa, Ha3blBAaeMOM YJIUTKOW. TakXKe YesIOBEK MOXET
MMETb HapylleHune paBHoBecusl. OaHaKo, y NaUWEHTOB HET ApPYrMX CUMMTOMOB, KOTOpbIE
HabnoaatoTca npu cuHapome SLC12A2.

Y10 TaKoe reHbl u 6enkn?

B reHax 3anoxeHa nHcbopMaLums 0 TOM, KaK HalleMy opraHusMy (yHKUMOHUPOBATL U
pa3BuBaTbCs. Y kaxaoro u3 Hac npumepHo 20 000 reHoB. Hawwm reHbl crpynnmMpoBaHbl B
rapbl: OAMH reH U3 Napbl Mbl HacleayeM OT MaTepu, ApYron - OT oTua.

F'eHbl — 3TO MHCTPYKLUMK, HaNUCaHHble C MOMOLLbIO 61onornyeckoro andaenTa, KOTOpbIi
coctouT u3 YeTbipex 6yks (A, C, T, G). MNocnegoBaTenbHOCTL 3TUX ByKB Ha3blBaeTCs
reHETUYECKUM KOAOM. [NMHHbIE CoMeTaHus 3TX BYKB KOAUPYIOT NoAPOGHbIN anroputM
cuHTe3a 6enkoB. benku BbINOAHAT pasnnyHble hYHKUMW B HALIEM OpPraHU3Me U C UxX
NOMOLLbIO 06pa3yroTCs KNETKW, TKaHW U OpraHbl.

V3MEHeHMsI B reHETUYECKOM KOAe HapyLaoT GyHKUMIO 6enka 1y BOBCE NPEKPALLAloT ero
cuHTe3. lNpu 3TOM, BUAS, KaK CUJIbHO JTI0AM HE MOXO0XW Apyr OT Apyra (pocToM, LBETOM a3,
ro/I0COM U T.A4.), Mbl MOHUMAEM, UTO «FEHETUYECKME KObl» pasHbiX JIH0AE UMEIOT Kakue-To
paznuuus. Mo3ToMy MHOMAA C/IOXKHO OMNpeaeNnuTb, NPUBEAET /M U3MeHeHMe B ByKBax reHa K
MaTosIorMm UM BCEMO NNLLb K HOPMasibHbIM OT/IMUMSIM OZIHOIO YENOBEKA OT ApYroro.
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Kak Bpauu BbISBNAIOT MyTauum B reHax?

FEHETUYECKMI KOZI MOXHO MPOYECTb C NMOMOLLbIO UCCNIEAOBAHMS NOA Ha3BaHWEM
cekBeHMpoBaHue. CyLecTBYIOT ABE OCHOBHbIX €r0 pa3HOBUAHOCTW, KOTOPbIE UCMOSb3YHOTCS
CrneunanncTamMm 4ns onpeaesieHns U3MeHeHuin B 6yKBEHHOM NoCnea0BaTe/lbHOCTY reHa.
MNepBasi Ha3bIBAaETCS CEKBEHMPOBAHME 3K30Ma. TO UCCNEA0BAHME NO3BOJISIET NPOYECTb KOA
BCEX HalLMX reHoB. BTopoe nccnenoBaHme - cekBeHpoBaHue reHoMa. OHO MO3BONSIET
LIe/IMKOM NPOYeCTb KO Hawero reHoma, Bkatovatowero He Tonbko Bce 20 000 reHos, HO m
YYacCTKW, KOHTPOMPYIOLLME aKTUBHOCTb FEHOB.

Korga B 6ykBeHHOW nocnefoBaTenbHOCTM reHa 06HapyXXMBaeTcs U3MeHeHWe, ero
[OCKOHaNbHO UCCNeaytoT. Bpauun 1 coTpyaHWUKMU NabopaTopuii CTapatoTCs BbIICHUTb, MOXET
7N 3TO U3MeHeHWe 6bITb MPUYMHON CUMMTOMOB Yy NauneHTa. Hanpumep, ecnm KoMnbloTepHas
nporpamMMma yCTaHOBWT, YTO AAHHOE U3MEHEHME B reHe C BbICOKON BEPOSITHOCTbIO NPUBEAET K
HapyLLEeHWIO HopMarbHOW paboTbl reHa v 6enka, KOTopbI Ha HEM CUHTE3MpyeTcs, 3To byaeT
03HayaTb, YTO OHO SIBNSIETCS MPUYMHON OnpeaenéHHbIX CuMnToMoB. C ApYroit CTOPOHbI, ecnu
3TO U3MeHeHMe 06HapYXXMBAETCS Y MHOMMX 340POBLIX Jt0AEN, TO OHO SIBASIETCS HOPMabHOM
Bapuaumei B reHeTu4eckoM koge. Ecnu 6blo ycTaHOBNEHO, YTO M3MEHEHWE B reHe
BbI3bIBAET Creunduyeckme CUMNTOMbI, TO ero Ha3blBaKT MaToreHHbIM BapMaHToM, HO ecnu
CNeumanucTbl He yBepeHbl, YTO CUMMTOMbI Bbl3BaHbl 3TUM U3MEHEHMEM, TO ero Ha3blBaloT
BapuaHTOM HeonpeaeneHHoi 3Hauymmoctu (VOUS/VUS).

Yto Takoe reH SLC12A2?

leH SLC12A2 coaepXXuUT MHCTPYKLUMIO Mo co3aaHuto 6enka NKCC1, KOTOpbIii yYacTByeT B
opMmpoBaHUM MOHHOMO KaHana. MIOHHbIN KaHan KOHTPOIMPYET NepeMeLLeHne conen Kanus
1 HaTpusa (NO-APYroMy MX Ha3blBalOT MOHAMWN) B KNETKY U U3 KIETKU. TwaTesnbHO
perynnpyembiil NpoLecc NepeMeLLEHNS] MOHOB BaXKEH A/ MPaBWUIbHOM paboTbl MHOMMX
OpraHos.

leH SLC12A2 paboTaeT BO MHOIMX OpraHax 4YefioBeka, UMEHHO NMO3TOMY MyTaLUW B HEM
MOrYT BbI3blBaTb MHOXECTBO Pa3HbIX CUMMTOMOB.

B pa3BuBatolleMcst Mo3re (koraa Mo3r pebeHka pacteT B yTpobe) reH SLC12A2 koHTponmpyeT
o6pasoBaHue KNeToK Mo3ra (HeNMpoHOB). OH CTUMYNUPYET AENEHNE KIETOK, YTO NPUBOAUT K
YBEIMYEHMIO YMCNa HEMPOHOB. SLC12A2 Takke HanpaBAsieT KNETKM B ONpeaenéHHbIE YacTu
MO03ra, YTobbl OHM BLIMOMHSAIN COOTBETCTBYIOLWME (PYHKLMN.

l'eH SLC12A2 Takke NPOSIBNSIET aKTUBHOCTb B YLUHOMN YNIUTKE, PacriofioXXeHHON BO
BHYTPEHHEM yxe BHYTpW yepena. YWHas ynuTKa ynasnnBaeT 3BYKOBbIE BOMHbI,
nepefatoLumecs no Hepy OT 6apabaHHON NepenoHKM, 1 OTBEYAET 3a CNyX U YyBCTBO
paBHOBeCHS.

SLC12A2 TaKoke NposiBAISIET aKTUBHOCTb B CAIM3UCTON 060/10UKE KULLEYHMKA M GPOHXOB
(Tpy6OK BHYTPM Nerkux, no KOTOpbIM NPOXoAMT Bo3ayX). [eH 3afeiCTBOBaH B BblpaboTke
CNU3K B 3TUX OpraHax, HeobXxoAUMOW Anst UX HOPMasibHOO COCTOSIHMSI.



NMouemy nameHeHus B reHe SLC12A2 Bbi3bIiBalOT Takue pa3Hblie

CUMNTOMDI?

lFeH SLC12A2 coCTOUT U3 ABYX YacTei: oaHa UrpaeT BaXKHYH posib B PasBUTUM MO3ra, a
Apyras — B pa3BUTUM BHYTPEHHero yxa (ynuTku). Ecnin MyTaums npomsoLluna B 4acTu reHa
SLC12A2, oTBeYatoLLel 3a pa3BUTHE YILHON YNIUTKK, Y YenoBeka pasoBbeTcs SLC12A2-
accoummpoBaHHas rnyxota. Ecniuv xe nameHeHns nponsowsnm B Yactu reHa SLC12A2,
0TBEYaoLLEN 3a pa3BUTME MO3ra, BO3HUKHET SLC12A2-accoUmMMpOBaHHLIA CMHAPOM. B
HacTosiLLee BPEMSI CYMTAETCS, UTO Ha/IMYME NAaTOreHHOro BapuaHTa B 06enx Konuax reHa
SLC12A2 npuBOAMT K pa3BMTUIO OTAENBHOrO CMHAPOMA, MPU KOTOPOM MOTYT 6bITb NMOPaXeHbl
Nerkve U/vnm KNWeYHuK.

NMouemMy Tak npoucxoauT?

Y Bcex ntoaeit ¢ SLC12A2-accoummpoBaHHbIM CUHAPOMOM MyTaLusl B FreHe NpousoLna
BrepBble U He 6blfa yHacneaoBaHa oT Koro-nmbo u3 poauTeneit. NMoaobHble MyTaumu B reHe
Ha3blBaloTCs de Novo (BHOBb BO3HUKLLME).

Hukakue neicTBus poamTeneit He MOryT CPOBOLIMPOBATbh BO3HUKHOBEHWE FreHHON MyTaLuu.
HeT AaHHbIX 0 TOM, YTO Kakne-nnbo nekapcTBa, MeaMKaMeHTbl, SKONornyeckue nnm
NPOV3BOACTBEHHbIE (haKTOPbI BbI3bIBAIOT MyTaumio B reHe SLC12A2. B 3TOM HUKTO He
BMHOBAT. Y BCEX JHOAEN NPUCYTCTBYIOT KakMe-TO BHOBb BO3HMKLUME U3MEHEHUS B FeHaXx,
KOTOPbIX HET Y UX POAUTENEN, HO, EC/IN OHWU HE HapyLalT MYHKLMIO KaKoro-nmbo BaXHOro
reHa, Mbl UX He 3aMeyaeM.

Mo>keT /i 3TO NOBTOPUTHCA?

Ecnu myTaums B reHe SLC12A2 6bina obHapy»eHa BnepBble (de novo), o4eHb MasloBEPOSITHO,
4YTO OHa NposiBUTCH Y cneaytowlero pebeHka (< 1/200). 3To cBA3aHO C TEM, YTO MyTaums B
3TOM reHe He BbISIBMSAETCS NPpU aHan3e KPOBU Y POAMTENEN, HO OHA MOXET NMPUCYTCTBOBAaTb
B sLiEKNeTKax Unu cnepmaTtosonaax. [JaHHoe siBNeHMe M3BECTHO KaK FOHaAHbIN MO3anLmM3M.
Bbl MOXeTe y3HaTb 06 3TOM 6osee Noapo6bHO, 06PaTUBLLMNCE 38 KOHCYNbTaLUMEN B MeanKo-
rEHETUYECKMI LIEHTP, KyZla BaCc MOXET HaNpaBWTb Ball SieYallunid Bpad.

KakoBbl Hanbonee BeposiTHble NpU3Haku cuHapoma SLC12A2?
CuMnTOMBI Y Ntofen ¢ cuHapoMoM SLC12A2 cunbHO pasnuyatoTcst. o cux nop TOYHO He
YCTaHOBJIEHO, YeM 3TO 06YC/IoBNeHO. Y ntoaeii ¢ cuHapomom SLC12A2 MoryT BCTpeuaTbCst
cneaytowme CMMMITOMbI B pa3HblX COYETaHMUSIX:

3agep>kka MOTOPHOro pa3BuTus (B OCBOEHWM HABLIKOB CMAEHUS U XOAbObI)
3ajepxxKa B pe4eBOM pasBUTUM

anunenTuyecKme npunagku

3agepxKa YMCTBEHHOIO pa3BuUTUSA

(HeobxoamMMa A0MNOHUTENbHAs NOMOLLb MpK 06y4YeHUM B 06bIYHON UK
Cneunanu3npoBaHHOM LLKOSE)

AyTusm

TyronoaBMXHOCTb (CNACTUYHOCTb) KOHEYHOCTEN

nyxoTa



Y niogen ¢ SCL12A2 -accoUMMpOBaHHOM FyXOTOM OTMeYatoT HEMPOCEHCOPHYIO TyrOyXOCTb
(ApyrvMun cnosamu, rnyxoTy, CBS3aHHYIO C MOPaXXEHNEM CNyXOBOro HepBa) U B HEKOTOPbIX
CNyyasix HapyLUeHWe KOOpAMHaLMWU ABMXKEHUI (4TO MOXET NpUBECTU K 6onee no3aHeMy
Hauany xoapbbl y pebeHka). OaHako npobnembl ¢ 06yyeHneM 1 ABUraTesibHbIE HapyLUEHNs He
XapaKTepHbl ANs AaHHOro AuvarHosa. lNpu 3tom noau ¢ cuHapomoM SLC12A2 MoryT umeTb
FAYXOTY AOMNOSHUTENBHO K HEBPOSIOrMYECK1M CUMMTOMaM,

| BHelwHMe nposiBneHusA
Y ntogen ¢ cuHapoMoM SLC12A2 HeT XapaKTepHbIX YepT nua. OKpY)KHOCTb KUX rOS0BbI
(pa3Mep ronoBbl) MOXET 6bITb MEHbLLE CpeAHNX NokasaTenei. MNpu cuHapome SLC12A2, B
OT/IMYNM OT HEKOTOPBIX APYrMX FEHETUYECKUX CUHAPOMOB, HE BCTPEYAOTCS Takne NopoKu
pa3BuUTUS Kak paclienvHa rybol nnm Heba.

| ®dusnuyeckoe passutue
Y ntogen ¢ cuHapomoM SLC12A2 MMetoT HOpMasibHBIN POCT U BEC, HO BAVDKE K HUXKHEN
rpaHvUe cpeaHux nokasatenei. PocT n Bec y noaen ¢ SCL12A2 -accoLummMpoBaHHOMN FyX0ToM
HaxoasaTcs B Npeaenax CpeaHux 3HaueHui.

u YMeHue cugetb U ABUratbcs (KpynHas MOTOpPUKa)
Jloan ¢ cnHapomoM SLC12A2 cTankmeatoTCa C HEKOTOPLIMM NPob/ieMaMm, CBSA3aHHbIMU C
pa3BUTUEM KPYMHOW MOTOPUKMK. Y MHOMMX MNafieHUEB ¢ cuHapoMoM SLC12A2 oTMeYaeTcs
BSSIOCTb, 06YCNOBNEHHASH CHUXKEHHBIM MbILLEYHBIM TOHYCOM (MHBIMU CNIOBaMU, MUMOTOHUEN).
Ha faHHbIN MOMEHT CNOXHO AaTb 6onee NoapobHyto MHOPMaLMIO U3-3a Masioro KomMyecTea
M3BECTHbIX CiyyaeB cuHapoMa SLC12A2, oaHaKko y BCex AeTei HabnoaaeTca 3aaepxka B
PasBUTUW KPYMHOW MOTOPUKMU.

Oetn ¢ cuHapomoM SLC12A2 MOryT Tak)Xe MMETb CKOBAHHOCTb KOHEYHOCTEN (CNacTUYHOCTD),
NPUBOASILLYIO K 3aepXXKe Hauana xoabbbl. 11 BbisBNEeHUs BCero cnektpa npobnem c
KPYMHOW MOTOPMKOW Yy ntogel ¢ cuHapoMoM SLC12A2 HeobxoanMo npoBecTy bosblue
1ccnefoBaHuim.

[Oetn ¢ SLC12A2 -accoUmMnpoBaHHOM FyXOTOW TaKKe MOMyT HayaTb XOAUTb Mo3xe. ITO
00YCNOBNEHO HApYLIEHNEM KOOPAMHALMM ABWXEHUIA. M B 3TOM Cllyyae HEOHXOANMBI
JanbHeNWne UCCreaoBaHns, YTobbl ONPeaennTb BECb CNEKTP NPO6IEM C KPYMHOW MOTOPUKOM
Y Takux AeTe.

| HaBbiku 06LieHus
CuHapoM SLC12A2 3HauMTENbHO B/IMSIET HA HaBbIKKU 06LEHMS. BONBLIMHCTBO Ntoael ¢
[JaHHbIM CMHAPOMOM He pa3roBapuBaloOT MM MOTYT NMPOU3HECTM TOSIbKO HECKOJILKO C/10B.
MpobneMbl CO CNYXOM Ha BaXXHbIX 3Tanax pasBUTKS A3blka MOTYT YCyrybuTb 3a4epxKy
peyeBoro pa3eutns. CnocobHOCTb Kaxaoro pebeHka Kk BepbanbHOMY O6LLEHMIO 3aBUCUT OT
CNocobHOCTN K 0byyeHuto.
Jloronepapl nomoratoT pebeHKy nocsie OLeHKM ero KOMMYHUKATUBHbBIX HaBbIKOB, CMOCOBCTBYOT
pPa3BUTUIO peun, B TOM YnC/e, NPU NMOMOLUM CreumarnbHbIX CPEACTB KOMMYHMKaUMK. Takxke
CMeunanmncTbl MOMOryT CO3[aTh, BHE 3aBUCMMOCTH OT CMOCOBHOCTEN pebeHka, YCroBus st
MaKCMMasibHO BO3MOYXHOMO PacKpbITUSi BCEr0 KOMMYHUKATUBHOIO MOoTeHUMana pebeHka.
[eTtun, KoTopble He pa3roBapyBatoT UM UMELOT NPobeMbl C PpeYblo, MOTYyT HAYYUTLCS
BblpaXaTb CBOW YyBCTBa W NOTPEBHOCTM Npu NOMOLUM HeBepbanbHbIX CPeacTB obLeHus.



u Cnyx
Y HeKoTOpbIX NoAel MyTauusl B onpeaeneHHol YacTu reHa SLC12A2 Bbi3bIBa€eT rnyxoTy 6e3
KaKnX-nMbo HEBPONOrMUECKMX NPOSIBEHWIA. 3Ta rNyxoTa MOXET BbiTb acCOLMMPOBaHa C
HapyLLUeHWeM paBHOBECUS U 3aZlepXXKON (hOPMMPOBaHUS ABUraTesNbHbLIX HaBbIKOB. [Nyx0Ta,
BEPOSITHO, BO3HMKAET B pe3ysibTaTe HapyLUeHUA Pa3BUTUS YLUHOWM YNIMTKWU, NOCKOMbKY B
MCCNefoBaHMSIX Ha MbllUax MoKasaHo, YTO 3Ta YacTb reHa, B KOTOPOW BO3HMKAIOT MyTaLumu,
KpaliHe BaXxHa A1t HOPMUPOBAHMUS YLLIHOW YIIUTKM.
Tioam ¢ cungpomom SLC12A2 Takxke MOryT CTpaAaTb OT HEPOCEHCOPHOW FNyXOThl B COCTaBe
6onee TaXenoro Hesponorvyeckoro 3abonesaHus.

u CyROpOXHbIi CHHAPOM
HekoTopble aetn ¢ cuHapoMoM SLC12A2 ncnbiTbiBanu CyaAoporu unm anunentnieckne
npunagku (BHe3arnHoe U3MeHeHue 31eKTPUYECKO aKTUBHOCTM MO3ra, KOTOPOE NPUBOANT K
BPEMEHHbIM HapyLUEHMSIM ero paboThl). TEM HE MeHee, Ha CEroAHSILLIHWIN AeHb NPeACTaBNEHO
Hel0CTaTOYHO CBEAEHWUIN OTHOCUTENBHO 3MUMENTUYECKUX NPUMNAAKOB CPean MaLMEHTOB C
cuHapoMoMm SLC12A2.

,U,eTFIM, CTpadalolnM OT annnienTu4eckux npunagkos, npoBoAaAaT UccrneaoBaHUa akTUBHOCTU
ronoBHOro mMo3sra. C nomoLubto anekTposHuedanorpadum (331 oTcnexusaot
3MEeKTPUYECKYI0 aKTUBHOCTb B Mo3re. B xoae nposeaeHmns 331 cneumannct HageBaeT Ha
ronoBy pebéHka «LanoyKy» C AaTymMkamu, NPOBOAKM KOTOPbLIX MOAK/IIOYAIOTCSA K annaparty,
dukcnpyrowemMy brosanekTpuyeckne MMnynbCbl Mo3ra. PesynbTaTbl MOHUTOPUHIA NepeaatoTcs
Ha annapar.

Takxke B HEKOTOPbIX Cy4asx NpUMeHsIOT MPT (MarHMTHO-pe30HaHCHY0 TOMorpaduio)
rO/I0BHOrO MO3ra C LIEMbIO BbIABMEHUS CTPYKTYPHbIX M3MEHEHMWIA TKaHW FO/I0BHOMO MO3ra.

| TpyaHoCTH € 06yueHneM 1 3aep)Ka YMCTBEHHOIr0 pa3BuUTus
Y petei ¢ cuHapomoM SLC12A2 0TMEYatoTCsl TPYAHOCTU C 06yUYEHNEM, HEKOTOPbLIM CTaBSAT
AMarHo3 3agepxka ncuxumyeckoro passutus (3M1P). 3agepxka NCUXMYECKOro pas3BuUTUS — 3TO
TEPMUH, KOTOPbIN NCMOb3YETCS ANS ONUCAHUS CYLLECTBEHHbIX OMPaHUYEHMI YMCTBEHHOM
aesTenbHocTn (u3mepsieMblx kKoadduumeHToM mHTennekta (IQ)) n apanTMBHOro NoBeAeHUs
(TO ecTb CNOCOBHOCTY YenoBeka aaanTUPOBaTLCS K MOBEAEHMIO APYIVX JIIOAEN U PasIMyHbIM
cuTyaumnsam).

Mo Mepe B3poCneHus AeTen nepes poaMTensiMu BCTaeT BOMpoc Bbibopa 06pa3oBaTenbHOro
yupexaeHusi. HekoTtopble aeTu ¢ cuHapoMoM SLC12A2 oby4yatoTcst B 06bIYHOM HaYabHOM
LUKONE, NPY 3TOM OHW NONYYaOT AOMNONHUTENBHYIO MOMOLWb. OAHAKO CTaHAAPTHbIE
TpeboBaHUs K YUYeHWKaM B CPefIHEW LLIKOME MOMyT OKa3aTbCsl CIMLLIKOM BbICOKUMM ANs feTein
C cmHapoMoM SLC12A2. No3ToMy OAHU AETM NEPEXOASAT Ha KOPPEKLMOHHYIO NporpaMmy
obyueHusi, apyrve — npogosmkaT obyyeHne B 06bl4HbIX 061L1e06pa3oBaTesbHbIX LWKOAxX Nno
VHAMBMAYalbHOWM 06pa30BaTebHON NPorpamMmMe.

| AyTusm
[eTn ¢ peakMMn MyTaumMsIMU reHa YacTo UCMbITLIBAIOT TPYAHOCTU, CBA3aHHLIE C KOHTPOJIEM
roBefieHuns|, coumanusaumen u/unm KOMMyHUKaUmen, a Takke OHM 6blBaloT Ype3MepHO
YyBCTBUTENbHbI. CneunanvcTbl OCYLECTBASIOT perynspHoe HabnoaeHne pebeHka ans
BbISIBIEHNS 3TUX NPOBneM 1 0Ka3blBalOT NOAAEPXKKY CEMbAM. HEKOTOPBIM AETSAM C
cmHapomoM SLC12A2 auarHocTvpoBanu ayTusMm uau ayTUCTUYECKOe MNoBeaeHue.
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CrneumanbHOro «MeAUMLMHCKOrO TeCTa», KOTOPLIV 6bl MOr NMOKa3aTh, eCTb y pebeHKa ayTuaMm
WK HET, He CyllecTByeT. [leT npoxoasT o6cnefoBaHvst Ha BbiSIBEHUE ayTUCTUYECKUX
yepT NOBeAEHMS Y KBaNMOULIMPOBAHHbLIX NeAMaTPOB M NCUXOI0roB. BapuaHTbl
06CNIef0BaHMS 3aBUCST OT BO3pacTa pebeHka, Takke MOryT noTpeboBaThCst KOHCYbTaLmMm
pasHbIX CNeLManucToB. B psae cnyyaeB NpuUBeKaloTCs TOroneabl, 3protepanesThl,
AeheKTosNorn, HEBPOIOTY, NCUXMATPbI UK NICUXOSOTH.

u 3peHue
Ha cerogHAWHWIA fieHb HET AaHHBIX O TOM, YTO cMHApPOM SLC12A2 conpoBoXAaeTcst
HapyLleHneM 3peHusi. OHaKo B3aMMOCBSI3b MOXET 6biTb 0BHapY)XeHa B XoAe AaSibHENLLMX
NCCNenoBaHUN.

Buabl Tepanum
Topgam ¢ euHapomomM SLC12A2 MOXKeT NOMOYb KOMMIEKCHas MeAULMHCKAs NMOMOLLb.
OcHOBHbIe BUAbI TEpanumu:

noroneavs (Ans peleHns KOMMYHUKATMBHbBIX Npobnem)
usnyeckas Tepanus (Ans pasBUTUS MOTOPUKK)

|
[ |
| aproTepanus (Ans agantaunMn B NOBCEAHEBHOMN XU3HN)

u JIiofsIM € HapyLUEeHMSIMK Clyxa CliefyeT NponTh obcneaoBaHue y
oTtopuHonapuHrosora (JIOP-spaya). CornacHoO HEMHOMOYMCNEHHbIM
pesynbTaTaM uccneaoBaHui, noasm ¢ SLC12A2-accoLnmpoBaHHOM
rlyXOTOM MOryT MOMOYb KOXJIeapHasi UMMNaHTauums, OAHaKo Asist
MoATBEPXKAEHNS 3TON rMNOTE3bl HEO6XOAMMBI AaNbHENLLNE UCCIEA0BaHMS.

Ha aaHHbIN MOMeHT ans cuHapomMa SLC12A2 He cyluecTByeT CrneumanbHOro iedenus. MNocne
YCTaHOBKM AMarHo3a v npoBeseHust AoNoHUTENbHbIX 06cneaoBaHuii Bpad paspabatbiBaet
WMHAMBUAYaNbHYIO NPOrpamMMy HabnoAEHWS U NeYeHnst NaumeHTa.

CeMbsiM, B KOTOPbIX Y OAHOIO M3 Ys1eHOB 6blN AMarHOCTUpoBaH cMHapoM SLC12A2,
peKkoMeHayeTcs 06paTUTLCA K BpadaM-reHeTukaM, UTobbl onpeaenvTb BEpOSTHOCTb
NOSIBNIEHUSI 3TOrO CMHAPOMA Y APYrUX YSIEHOB CEMBM.



NHcpopMmaumsa n noaaepxka

\ Rare Chromosome Disorder Support Group
rpynna noAanepXkn ceMel ¢ PEAKMMU XPOMOCOMHbBIMU OTK/TIOHEHUAMU
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UnidUe

Understanding Chromosome & Gene Disorders

MpucoeanHuTech k coobectsy Unique, 4To6bl NOMYYUTb AOMNOMHUTENBHYHO MH(MOPMALIMIO,
HEOBX0AMMYIO MOMOLLb U KOHTAKTHbIE AaHHbIE CEMEN C aHanorM4yHon npo6aeMon.

Unique — 3To 6naroTBopuUTeNbHasl HerocylapcTBeHHast opraHusaums. PrHaHcoBas
noAAepXKKa OCYLLECTBASIETCS 3@ CYET MPAHTOB U MOXXEPTBOBAHUI.

Ecnun y Bac ecTb Takasi BO3MOXHOCTb, MOXasyicTa, CAeanTe NoXXepTBOBaHWE Ha HalleM
odurumanbHom caite www.rarechromo.org/donate  Momorute HaMm nomMouyb Bam!

['pynna noaaepXxku ceMeil ¢ peakrMm XpoOMOCOMHbLIMU OTKITOHEHUSIMU
Homep 6naroTBopuTeNbHOM opraHnsaumm 1110661
3apervcTpupoBaHa B AHIMK U Yanbce

PervcTpaumnoHHbIit Homep 5460413
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