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WHdopMaLums, npeacTaBneHHas B JaHHOW H6poLuope, oCHOBaHa Ha nybnukaumsx B
MEAMLUVMHCKOW NIMTEPATYPe, KITMHNYECKOM OrbITe AOKTOPa DNIEOHOPbI Xel U JINYHBIX
HabnoAeHUAX CEMEN, Y UNEHOB KOTOPbIX 6bin BbisBneH B [IHK BapuaHT Arg83Cys reHa
NAA10, KOTOpbIV acCOLMMPOBaH C OTAESNbHLIM CUHAPOMOM. Ha ceroaHsiluHui AeHb (2021
roa) B MEAMLIMHCKOW NITEpaType ONMCaHO HEBOSbLLOE KOMIMYECTBO KIIMHUYECKUX
cnyyaeB noaeli ¢ BapuaHToM Arg83Cys reHa NAA10, NosTOMy Mbl pacrofiaraeM MasbiM
06beMoM MHdpopMaummn. CBeaeHns 06 3TOM reHEeTUYECKOM BapuaHTe MOryT U3MEHUTLCS C
BbiSIBIEHMEM 60JIbLLIEr0 YMCA KIMHUYECKUX CIyYaeB U NMPOBEAEHUS HOBbIX

Y10 npeacraenser cobon NAA10-accoummpoBaHHbI CUHAPOM
(BapuaHT Arg83Cys)?

NAA1(-accoumMmMpoBaHHbIA CUHAPOM— 3TO COBOKYMHOCTb OTK/IOHEHUI, CBSI3aHHbIX C
MyTauusamu B reHe NAAIOQ. NposiBNeHUs CMHAPOMA 3aBUCAT OT UHANBUAYASbHBIX
reHeTUYECKUX U3MEHEHWI, OAHAKO Y BOMbLUIMHCTBA NaLMEHTOB HAbNIOAAIOTCS CXOXME
HapyLUeHns 340poBbs U pa3BuTUs. [aHHas 6poLopa OpMeHTMpoBaHa HernocpeaCcTBEHHO
Ha ntoaen ¢ BapuaHToM B reHe NAA10, koTopblii NpUHATO 0603Ha4YaTh Arg83Cys.

FeH NAA10 koaMPYET aKTUBHBIN KOMMOHEHT hepMeHTa N-aueTunTpaHcdepasbl A. ITOT
(epMeHT UrpaeT BaXkHyl0 poib B MOANDUKaLMM 6eNKOB, M3 KOTOPbIX COCTOMT HaLll
opraHusM. ameHeHus B reHe NAAI0 MOryT okas3aTb 3HaUUTENbHOE BAUSIHME Ha
pa3BuTME OpPraHoB, B TOM YMC/IE rOIOBHOMO MO3ra, cepaua v rnas.

l'eH NVAA10 pacnonoxeH Ha XpoMocoMe X. B kneTkax opraHu3Ma y >XEHLUUH - ABe
XPOMOCOMBI X; Y My>UMH - 04Ha XpoMocoMa X 1M oHa xpoMocoMma Y. Kak npasuno, y
nauneHTOB MY)XXCKOro nona, nMetowmx sapuaHTt Arg83Cys reHa NAAI0 Ha xpomocome X,
HaboAalTCs KpaiiHe BblPaXKEHHbIE MPOSIBNEHWS] CUHAPOMA U, K COXaNeHUIo, Takue
naumeHTbl YacTo He A0XKMBAOT A0 paHHEero AeTCKOro Bo3pacTa. Y NnL XXEeHCKOoro nona,
mmetowmx sapuaHT Arg83Cys reHa NAA10 Ha xpoMmocome X, HabntogaeTcs MHas KapTuHa.
3TO NPOUCXOAUT, NMOTOMY YTO B KaXKAOW U3 KJIETOK 0BbIYHO aKTUBHOW ABNSIETCS TONIbKO
0fHa XpoMocoMa X, a BTopasi «BbIK/TIOYAETCS» UM MHAKTMBUPYETCS. Takoe siBieHne
Ha3bIBAETCSA MHAKTMBaLUMeEN (MK «TaoHMU3aLMEN») XpPOMOCOMbl X. CUMTaEeTCs, YTo
MPOLECC MHAKTUBALMM B KAXKAOM KJIETKE C/Ty4aeH, NO3TOMY COOTHOLLIEHUE FEHOB C
MyTaumen Arg83Cys K «340poBbIM>» KOMMSIM reHa NAA0 MOXET BapbMpoBaTbCs Ha
YPOBHE TKaHEN 1 OpraHoB.

Xpomocoma X NAAL0

KopoTkoe nneyo (p) AnMHHOeE nnevo (q)
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B ny6nukaumsax Unique ecTb OTAENbHbIM HEGOMbBLLIOW CMPABOYHUK, B KOTOPOM MpoLIecC
MHAKTMBALMM XpPOMOCOMbI X onucbiBaeTcst 6onee noapobHo. Kpome Toro, Bbl MOXeTe
03HaKOMUTLCS C MHGOPMaLMEN 0 Aeneumnsx 1 aynamkaumsix XpoOMocoMbl X, a Takke
MOHOTEHHbIX HapYLUEHMSIX, CBA3aHHbIX C 3TON XPOMOCOMOM. ELE Ansi 03HaKOMIEHWS!
[AOCTYNeH CNpaBOYHMK O MOHOTFEeHHbIX OTK/IOHEHUAX. Bce 3T MaTepuanbl HaxoaaTcs B
cBO6OAHOM ZIOCTYNE Ha cante www.rarechromo.org/disorder-guides.
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PacnpocrpaHeHHble NMpU3HaKu:

MHorve npusHaku Hannuus sapuaHTa Arg83Cys B reHe NAA10 xapakTepHbl U ANs ApYrux
rEHETUYECKMUX OTKIIOHEHWI, KOTOPbIE BbI3bIBAOT 3aA€PXKKY B Pa3BUTVUN U TPYAHOCTU B
06yuyeHuu. Mo 3Tol NpUUYMHE TOYHO AMarHoCTUpoBaTh NAAI0-acCoLUMMPOBAHHBIN
cnHapoM (BapuaHT Arg83Cys) 6e3 nNpoBefeHUst reHETUHECKUX UCCNE0BAHMI He Tak
npocTo. MepBble TpK U3 NEpeUNCIIEHHBIX HUXKE NPU3HAKOB BCTPEYAKOTCS MOYTU Y BCEX
JeTel ¢ BapnaHToM Arg83Cys reHa NAA10. Hannune ocTanbHbIX NPU3HaKoB
BapbupyeTcs.

Haunbonee 4acTtble npusHaku BapuaHta Arg83Cys reHa NAA70:

O6LLas 3aaepXKKka PasBUTUS M YMCTBEHHAs! OTCTANOCTb B CPEAHEN UM TSXKENOoi
CTeneHu

OTCyTCTBME peun Unu 3HauUUTeSbHas 3aAepXkka PeYeBoro pasBUTHS
MoBeAeHYeCKMe HapyLLIEHUs!, MOBTOPSIOLLMECS ABMXKEHWS U MMNEPaKTUBHOCTb
TpyaHOCTM NpY KOPMIEHWUW U FNOTaHUM

KopTukanbHOEe HapyLUeHWe 3peHus

PasnuyHble rnasHble aHoManuu

an/I3HaKVI, KOTOpbl€ BCTpe4aloTCA He NOCTOAHHO, HO NOMOraloT BbiIABUTb CUHOPOM:

CynopOXHbIi CMHAPOM
MaTonorMu cepaua unv HapyLUeHUst CepAeYHOro puTMa

[pyrve BO3MOXHbIE NPOABIIEHNS:

HapyLueHne ceHcopHol 06paboTku

M3MmeHeHus ckeneTa

3afep)xKa pocTa U/unmn MasneHbkuii pasmMep rososbl
XapakTepHble 4YepTbl 1ua

M36bITOYHBINA POCT BOJIOC HA IULE U/ Tene
PaccTpoiCTBO MUrMEHTALMK KOXM
O6WNTENBHOCTb U XM3HEPAAOCTHOCTb




Mpo6nemsbl co 3a0poBbeM (Y AEBOYEK)
YKa3aHHble HUXKe HapyLUeHUs 340poBbs 6binn 06Hapy>XeHbI
Y HeKoTopbIX ntofei ¢ BapmaHToM Arg83Cys B reHe NAA10,
O[IHaKO OHW BCTPEYAIOTCS He Yy BCEX AETEN M B3POC/bIX C
3TUM BapUaHTOM.

M3MeHeH s MbILLEeYHOro ToHyca
B 60/1bLIMHCTBE 3aperncTpMpOBaHHbIX KITMHUYECKMX
C/ly4aeB y ieBOYeK HabnoAaeTCst MOHWXKEHHbIN TOHYC
OCHOBHbIX MbILLLL; OHW KaXyTcs bonee BAnbIMKU, YeM Apyrue
MnaAeHUbl. ITO SIBNIEHWE Ha3blBAETCS MblLLEYHOW
TMMOTOHWUEN VAN MbILIEYHBIM TMMIOTOHYCOM. Takxe y
HEKOTOPbIX fieTel HabMoAaeTCs CNacTUYHOCTb MbILLLL
BEPXHMX U HUXKHUX KOHEYHOCTEN U TYronoABWKHOCTb
CycTaBoB. Takoe COCTOsIHME Ha3blBaeTCs MbILLEYHbIM
rMNEepPTOHYCOM.

MaTonoruv ceppua
MpuMepHO B MONOBMHE 3aperMcTpUpoBaHHbIX KIIMHUYECKUX Cly4YaeB y AeBoYeK 6bln
ANarHoCTMpoBaHbl OTKIIOHEHUSI CO CTOPOHBI cepaua. Cpeamn Hyx 6biu BbisSIBNEHDI
BPOXAEHHbIE aHOManMM CTPOEHUS cepaua, a Takxke YacTo BCTPeYanocb HapyLieHue
cepaeYHol NPOBOAMMOCTY MO TUMY CUHAPOMA YAJIMHEHHOrO MHTepBana QT. OH MoxeT
NPUBOAMTb K HapYLLEHMIO YacTOTbl UK PErYNISIPHOCTU PUTMa CEPAEYHbIX COKPALLEHWIA.

CyLOpOXHbI CUHAPOM
B HeCKObKMX 3aperncTpupoBaHHbIX KIMHUYECKUX Ciyvasx bbin10 OTMEYEHO, YTO AeTu
nepeXxxusany Cyaoporn pasinyHbIX TMNOB. BONbLUMHCTBO Cyyaes, KOTopble TpeboBanu
MeAMKaMEHTO3HOro Sie4eHus:, BMNOJIHE YCMeLWwHo eMy noaaaBanmch.

HapyLeHus 3peHusn
Cpean OTK/IOHEHUIA, CBA3AHHBIX C HapylleHusMK reHa NAA10, naTonoruM opraHoB
3peHus BCTpeyatoTcs 6onee YeM B MOSIOBUHE 3aperncTpupoBaHHbIX KIIMHUYECKMX
cnyyaes. Cpeau 3aperncTpMpoBaHHbIX CNy4aeB YNOMUHAIOTCA aHOManuu pedpakumm
rnas, a UMeHHo 61M30pyKOCTb (MMOMUS) NN AaNbHO30PKOCTb (FMNEepMeTponus);
KOCOrnasue; acturMaTuamy (MCKpUB/IEHUE POroBULbI MM XPyCTanuka rnasa,
npuBoAsLLEE K Pa3MbITUIO M306paXeHUs); 3MEHEHWE (PYHKLMM 3aTblIOYHON A0NK
rO/I0BHOrO MO3ra, OTBETCTBEHHOM 3a 3peHue (KOPTUKasIbHOE HapyLUeHUe 3peHus).

[T03BOHOYHMK 1 KOCTH
B HEKOTOPbIX 3aperncTpupoBaHHbIX Cyyasix y AeBodek 6binm
BbISIB/IEHbI Takue BUAbI AehopMaLmmn rpyaHON KIIETKM, KaK Brasnast
rpyAb UMK BbiNSMMBaHWE FPYAHOW KITETKM (M3BECTHBIE Kak
BOPOHKOOBpasHasi aecopMaums rpyaHoON KNETKU U KuneBuaHas
necdopmaumst). Y HEKOTOpPbIX AETEN Bblnv 06HapYKEHbI
He3HauuTenbHble gecdopmaummn pebep nam NO3BOHOYHMKA U/ Un
pasHuua B AJIMHE HOT.

MPT ronosHoro mo3ra
Y peteit, koTOpbIM Bbl1a NpoBeAeHa MarHUTHO-pe3oHaHCHast
TOMOrpadus ronoBHOro Mo3ra, 6binm 0bHapy>XeHbl Takne
Hecneumduryeckme 3MeHeHus, Kak noteps 6enoro BewlecTsa,
M3MEHEeHWs MO30JIMCTOro Tena (CnaeTeHne HepPBHbIX BOSIOKOH,
coeauHsIIoLLEeE TEBOE M NpaBoe NosyLlapus Mo3ra), a Takke
YBENUYEHWE XXENYA0YKOB MO3ra (MosIoCTel B FOSIOBHOM MO3re,
3aMO0/THEHHbIX CMMHHOMO3IrOBOW XXWUAKOCTBIO).

4



Apyrve MeHee pacrnpocTpaHeHHble
OTK/IOHEHMS:

MpexneBpeMeHHOE MOJI0BOE CO3pEBaHME
B HEKOTOPbIX 3aperncTpupoBaHHbIX Cyyasx y
[IEBOYEK MOJSI0BOE CO3pEBAHNE HaYanoch B
OTHOCUTESNIbHO paHHeM Bo3pacTe (miamure 8 NeT).

OcobeHHOCTH pa3BuTus (y AeBoYeK)

| dusnyeckoe passutue

BonblUMHCTBO AeTeit poxaatoTcs B cpok. Ux Bec
BapbMpYeT OT CPpeAHero [0 HUXXHEN rpaHuLbl CpefHero. MHorme Letun
NCMNbITLIBAIOT TPYAHOCTU MPU KOPMIEHUK, U, KaK CNeACTBUE, B paHHEM Bo3pacTe
HabnlogaeTca onpeaeneHHas 3a4epXka pocta. Pa3mep ronosbl y MHOTUX AeTen
ManeHbkui (MUMKpouedanus) UM HaxoaMTCs Ha HYDKHEN rpaHuue CpefHero.

| KopmneHue

Mo Hauyany poauTensiMm MoxeT TpeboBaTbCs NOMOLLb NpY KopMeHnu. Kak npasuno,
MnajAeHUbl CoCyT rpyab cnabo, B HEKOTOPbIX Clyyasx Ans Habopa Beca HeO6XoANMbI
MOJOYHbIE CMECU BbICOKOW KallopUMHOCTU. Y MHOTMX AeTel npoucxoaunT 3abpoc
COAEPXMMOro Xenyaka 06paTHO B NuLLeBoz (ractpoazodareanbHblil pecdhitokc), No3ToMy
HeobXxoAnMO cneauTb 3a NoNoXKeHneM pebeHka Npu KOpMIEHWN 1 BO BpeMsi CHa.
HekoTopbiM AeTSM NoMoraloT aHTUped IloKCHbIe NpenapaTthl. B page ciyyaes ynyywmTb
paboTy KknanaHa Mexay XefnyAaKoM U NULLEBOAOM MOMOraeT XMpypruyeckas onepaums
(dbyHponnmkaums). HekoTopblM AeTAM MOXET NoTpeboBaTbCs BpEMEHHOe KOpMIIeHNe
nocpeacTBOM 30HAA, BBOAMMOrO Yepe3 HOC (HasoracTpasibHOe KOpMAEHWUE) Unn
HanpsiMyto B Xenyaok (Y4epes ractpoctomy). Y aeTei 6onee cTapluero Bo3pacTa, Kak
NpaBusI0, BCTPEYAKOTCA TPYAHOCTU C NEpPEXEBbIBAHNEM MULLM, @ TakKe B orpeaeneHHbIX
CryYasx NposiBNSeTCs opasibHasi rmnepYyBCTBUTENbHOCTb, BbI3BaHHAsS HapyLUEHUEM
CeHCOpHo 06paboTku. Takke U3BECTHO, UTO Y ZleTel nocTaplue BCTpeyatoTcst npobnembl
C NepUCTaNbTUKOW KWLLEYHMKA, Pa3BUBAETCS MULLEBAs anieprus U ClyyatoTcs 3arnopsbl.

u Oco6eHHOCTU BHELLHOCTU

XoTsi uepThbl NULA AeTel CUNIbHO pasnnMyaloTcs, Y
MHOIMX OTMEYaEeTCs Hannume SpKo BblPaXKEHHbIX
HaabpOBHbIX AYr U AIMHHBIX pecHuL, (Npu 3ToM 6poBu
MHOTAa CpacTatoTcst). Y HEKOTOpbIX AETel cTeneHb
0BOJI0CEHUS BbILLE, YeM TUMUYHAS A5 UX CEMbM.

u ®dusnyeckoe passutne

Y 60sIbLUMHCTBA AETEN BCTPEYAETCS HU3KUIA MblLLEYHbIN
TOHYC M 3a[iepXXKa B pa3BUTUM MOTOPUKK. Bnarogaps
uznyeckoli Tepanum 1 NPUCNOCoBNeHNsSM ans
yAep)XaHUSt BEPTUKA/IbHOMO NOMOXEHNS M X0Ab6bI,
HeKoTopble AETW 0BPETAIOT CNOCOBHOCTb XOAUTb
camocTosiTeNbHO. OHaKo Te, KOMY 3TO YJaeTCsl, 4acTo
6bICTPO YCTaloT. [ANa Apyrux AeTel CaMOCTOATENNbHOE
nepeaBuXXeHMe CTaHOBUTCS HEBO3MOXHbIM, OAHaKO
3a4acTy0 OHW CrOCOBHbI CAMOCTOSITENIbHO CUAETD.
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| Peub 1 A3bIk

[Jetn ¢ 3TUM CMHAPOMOM O6bIYHO
CTaNKMBaOTCS C 3a1E€PXKKOW Pa3BUTUS
peun 1 TPyAHOCTSIMU NPU OCBOEHWUU
cnoB. CTeneHb OBMafileHNs peybto
pa3nMYaeTCs B KaXAOM U3 ClyYaes.
BonblwMHCTBO AeTel obnapatot
OrpaHUyeHHbIM C/TIOBAPHbIM 3aMacoM,
HeKoTopble 06LATCA NpY MOMOLLM
yepenoBaHNs KOMMYHUKATUBHbIX
KapTo4eK W CUCTEeMbI XeCcToB. MHorve
[ETN TaK U He HaYMHaloT
pasroBapuBaTtb, MM60 UCMONb3YIOT
TOMBKO 3BYKMN A1 BbIP@XEHWSI CBOUX
notpebHocTeN.

[ ] O6yyeHune

Bce eBOYKM, 0 UbMX KIIMHUYECKUX CyYasiX U3BECTHO K HACTOSLLEMY BPEMEHW,
CTanK1BanuUCch C TPYAHOCTSIMU B 0B6yYeHUM B CPeAHEN MU BbICOKOW cTeneHu. JInLwb
HEKOTOpble U3 HUX HAYYMANCb YMTaTb. py 3TOM MHOrMe AeTH MOryT obLaTbes npu
MOMOLLM KOMMYHUKATUBHbIX KapToyek. BonbWWHCTBY AeTel Hy)XHA 3HauuTeNbHas
nomoLlp B 06yyeHun. BozmoxxHo, M byadet yaobHee nocewatb Cneumuanu3mpoBaHHYO
LUKONY, KOTOpas npeaocTaBnseT HeobXoaUMYI0 NOAAEPXKKY U YAENSET BHUMaHNE
BaXXHbIM ANS1 NOBCEAHEBHOM XM3HW HaBblkaM. Takoro poaa noaaepxka MoXeT
noHagobuTbCa 1 B3pOC/IbIM.

| MosepneHve

B uenom, aetn ¢ NAA10-accoummnpoBaHHbIM
cuHapomom (BapuaHT Arg83Cys) 06bI4YHO NO3UTUBHbIE
1 04eHb obwmTenbHble. HekoTopble poauTenu
OTMEYAIOT Y [EeTeil NpU3HaKM pacCTPOMCTB
AYTUCTMYECKOro CNeKTpa B paHHWE rofbl u
rMNepaKTUBHOCTb B LUKOSIbHbIE roAbl. B yacTu cnyyaes
noMoraeT MeaMKaMeHTO3HOE fieveHne, O4HaKo Y
HEKOTOPbIX ETel NnoBeAeHYeckre Npobiembl
COXPaHSIIOTCS U TPEBYIOT AOMOHUTENBHON NOAAEPXKKM
CO CTOpPOHBbI creunanvcTos. HabntogatoTcs
cnegytowwme hopMbl MOBTOPSIIOLLErOCS MOBEeAEHNS
COCaHue pasHbIX NpeaMeToB, obHMMaHue cebs,
BCMbILUKM arpeccum u 6ecnpuyYmHHbIA CMEX.




Mpo6nembl CO 340pOBLEM U pa3BUTUEM Cpean MaJIbMMKOB

Ha cerogHswHuii aeHb (2021 roa) B MEANLIMHCKOW NUTepaType 6bi1 ONnCaH NWLb OAMH
cnydyaii BapuaHTa Arg83Cys B reHe NAA10y naumeHTa My>XCKOro rnosia. M3aMeHeHus B reHe
MUMEeN psf OUYeHb CEPbE3HbIX NMOCNEACTBUIA: Y Manb4yMKa Habnoganach KpariHe Tskenas
cTeneHb MMNOTOHUKM, aHOManNuu pasBUTUS CepALA, FONOBHOrO MO3ra, NanbLEB M MoYek, a
Takxke HecnocobHOCTb AblwaTk 6e3 cneumanbHbIX annapaTtos. K coxaneHuto, Manbunk ymep
BCKOpe Nocie poXXaeHus.

Kak yacto BcTpeuaerca NAA10-
accouMMpOBaHHbIN CUHAPOM C
BapuaHToM Arg83Cys?

NAA1(-accoumMmMpoBaHHbI CUHAPOM SIBNSIETCS KpaiiHe
peaKMM COCTOSIHWMEM, N [aXKe He CMOTPS Ha TO, YTO
BapuaHT Arg83Cys MMeET NOBTOPSIIOLIMICS XapaKTep, Ha
[aHHbI MOMEHT B MeAULMHCKOW NinTepaType onucaHo
TONbKO 0KOMO 20 KAMHUYECKMX Cy4aeB 3TOro
cuHapoMa. OgHako, BO3MOXHO, YTO
He3aperncTpupoBaHHbIX Clly4aeB ropasgo 6onbLue.
Bnaropaps ocHoBatento coobuwiectBa NAA10B
Facebook*, Mbl BbISICHUM, YTO BO BCEM MUpe
npumepHo y 100 aetelt 6b11n 06HapYXeHbI MaToreHHble
BapvaHTbl reHa NAA10, npubnuantensHo y 40 13
KOTOpbIX Habnogaetcs BapuaHT Arg83Cys.

YTO CTAaHOBUTCA NPUUYNHOWN OTKJIOHEHUS,
Bbi3BaHHOro BapmaHtom Arg83Cys B
reHe NAA10, v noyueMy 3TO NpoucxoamuT?

Mpn onnoaoTBOPEHUM KOMUSI NOMOBUHBI FeHETUYECKOro
MaTepuana poavTenei AomkHa 6biTb NepeaaHa yepes
AWLIEKNETKY U CNepMaTo30Ma, NoC/e CANSIHUS KOTOPbIX
pa3BuBaeTcs nnoa. MNepeaava reHeTUYECKOro MaTepuana
nyTeM KOMMpOBaHUS He coBeplueHHa. MHoraa B
reHeTMYeCKOM KOoZe MOJOBbIX KIETOK UK yXxe
06pa3oBaBLIErocs 3SM6PMOHa NPOUCXOAST CyYaiHble
MyTaumu, KoTopbix HeT B AHK poauTeneii. MaToreHHblit
BapuaHT Arg83Cys B reHe NAA1(0 BO3HUKAET CIyYaliHo,
3TO U3MEHEHWE NPUBOANT K HapYLLEHWIO CTPYKTYpbI
6enka - NpoayKTa reHa — npoucxoauT npeobpasoBaHne
AMMHOKMCIOTHOro 6510ka B no3vuum 83 (3amMeHa
aprMHMHA Ha UMTO3WH).

STV TUNbI MyTaLUIA HE CBA3aHbI C 06pa30oM XXMU3HU
yenoBeka WM NOBEAEHUEM ero poauTeneit. B
6onbLIMHCTBE ceMelt u3MeHeHne AHK B rene NAA10
Habnopaetcsa y pebeHka Bnepsble (de novo) n He
nepeaaeTcs oT poauTenen.




Mo)keT 1n 3TO NPOU30UTU CHOBA?

BeposiTHOCTb poXkaeHus elle ogHoro pebeHka ¢
penKuM reHeTUYECKUM OTKITOHEHWEM 3aBUCUT OT
reHeTUYECKoro koga poautenei. Mockosbky
n3MeHeHve JHK, Bbi3biBaloLee MyTaumto
Arg83Cys, nouTu BCceraa HabnoaaeTcs y pebeHka
BriepBble (de novo), BEpOSTHOCTb POXAEHMS eLle
O/IHOro pebeHKa C AaHHOV MyTaLuMen nulib
HEMHOrO BbILWE, YeM B CPeAHEM cpean
HaceneHusi. OgHaKo CyLlecTByeT HEGO/bLLON pUcK
TOro, YTO OAWH U3 poaUTENEN ABNSIETCS
HOCMTeneM mMo3auumama no MyTaumsiM B 3TOM
reHe. 3TO 3HAYUT, YTO B €ro KJeTKax ecTb, Kak
300poBbIi reH NAA10, TaK U FeH C BapUaHToOM
Arg83Cys. lNpu 3TOM KNETOK C MyTaUMelN MeHbLUE.

/3BeCTHO 06 0AHOM CeMbe, B KOTOPOW CUHAPOM Bbi/ BhISIBSIEH 6oNiee YeM Y OfHOrO
pebeHka. Mpu 3TOM y OAHOr0 U3 ero poauTesneit b1 AMarHoCTMPOBaH MO3aULIM3M.
OnpenennTb BEPOSITHOCTb MOSIBIIEHNS ELLE OAHOro pebeHKa C reHEeTUYECKUMIA
OTKJIOHEHUSIMM MOXXHO C MOMOLLbIO CMeLManbHOro aHanusa. Ecnm pesynbtaTbl
COOTBETCTBYIOT HOPME, TO 3Ta BEPOSITHOCTb COCTaBnsieT 1%. OfHaKo Kaxxabli cinydai
WMHOMBUAYANEH, NO3TOMY [aTh KOHKPETHbIE PEKOMEHAALMM UMEHHO BalLe CEMbE MOXET
TO/bKO Bpay-reHETUK.




PexkoMeHAauum no MeAULIMHCKOMY
obcnenoBaHuio

M3neunTb CMHAPOM HEBO3MOXHO, Tak KaK MoCNnefcTBus
reHETUYECKUX M3MEHEHWMIT HABNIOAAIOTCS Y)XXe BO BPEMS
¢opMMpOoBaHMS U pa3BUTUS Moaa. TeM HE MeHee paHHsis
AMarHocTVKa M MeayLMHCKOE BMELATEeNbCTBO MOTyT
MOMOYb COCTABUTb Hamboree NoaxoaaLwmMi niaH
06cnenoBaHus u neveHus ans pebexka. Meauatpbl
[OJDKHBI OTCNEXMBATL PasBUTUE M NoBeAeHUe pebeHka u
npu Heo6X0AMMOCTM HasHauaTb PU3NYECKYIO, coLmasnbHO-
6bITOBYIO, PEUEBYIO, @ TaKXKe MOBEAEHUECKYIO Tepanmio
(BK/tOYas MeAMKaMEHTO3HOE JieYeHme).

] KoHcynbTaumsa ¢ AneTonorom

MoCcKoNbKY Yy MHOTMX M1aieHUEB U ManeHbKuX neten
BO3HUKAKOT TPYAHOCTU C KOPMJIEHNEM, HabniogeHve Yy
AWEeTOoNora MOXeT NoOMoYb B ONTUMM3aALIMK NUTAHUA.

[ | Kapawnonorunyeckoe obcrnefosaHue

BceMm ntoasM ¢ HeaaBHO MOCTaBNEHHBIM AMArHO30M
HY>XHO NMPOWTW NOMIHOE KapAMOIoruyeckoe
obcneposaHue. Ixokapamorpadusi NOMOXeT
OMarHocTMpoBaTb CTPYKTYPHble aHoManuu, a KN —
CWMHAPOM YANIMHEHHOro MHTepBana QT.

] [OvnarHocTuka cynopor

Ecnv B noBeseHun pebeHka Uin B3pocsioro HabntogaloTcs
HEMNPOM3BOJIbHbIE ABMXKEHUS UM KPATKOCPOYHbIE
OTKJ/IOYEHMS! CO3HAHMS, €ro HY>XXHO 06C/Ie0BaTb Ha
HasMume CyA0POXKHOMO CUHAPOMA.

| [MpoBepka 3peHuns

PexomeHpyeTcs HabnoaeHue y odTansmonora,
MOCKOJIbKY CO BPEMEHEM Y MHOTVX [ETEW NOSIBNSIOTCS
npobnembl Co 3peHueM.

| OwnarHoctuka PAC (pacctponcTtsa

ayTUCTUYECKOro CreKkTpa)
Y neTeii ¢ 3TUM reHeTUYECKUM OTKIOHEHMEM YacTo
BCTPEYAOTCS PacCTPOCTBa ayTUCTUYECKOrO CreKTpa U1
HapyLUeHUs1 cCeHCopHol 0bpaboTku (HCO), nosTomy
paHHsS NOCTaHOBKA AMarHo3a MoXeT obneruntb
obLeHne ¢ pebeHKOM 1 MOMOYb B €ro pasBuUTUM.




CeMbM € AeTbMU, UMEIOLWMMMU NATOreHHble BapuaHTbl reHa NAA10
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CeMbM paccka3biBaloT...

“y Moeit nouepu Tsbkenast popMa UHBANMAHOCTM, NOSTOMY €if HyXeH 0cobbli yXOf, BO
MHOTUX chepax ee xM3HW. NHoraa HaMm 6bIBaeT TPYAHO, HO FMABHOE, YTO 04b AenaeT
ycnexu. OHa O4eHb LieneycTpeMneHHasi, Becenas, oblumMTenbHas U Munasi, a ee ynbibka
ouapyeT 060ro. XXuTb C TakUM peaKuUM OTKIIOHEHWEM BeCbMa TPYAHO, HO CEMbM,
KOTOpblE CTOMKHY/IUCh C HUM, OKa3blBAIOT OrPOMHYIO NOAAEPKKY APYr APYry B
Facebook*, ”’

“ OHW 3apaxaloT cBoel y/bIGKON, a 1X No6oBb Ge3rpaHnyHa. Hally paboTy Yacto

He0OLIEHUBAIOT, HO MOLIENYMUMKM STUX PaAOCTHbIX AeTeil — 3To boxuii gap ans
LE]

Hac!

“ yxaxnBaTb 3a ZI04EPbIO MOPOIi BbIBAET TSHKENO, HO ee NII0BOBb K XKM3HU 1 MIoAsM, a
TakoKe OMTUMW3M OTKPbII B HAC Takoe TepreHu e 1 CTOMKOCTb, O KOTOPbIX Mbl AaXe He
nono3pesanut.

6 3360TUTBCS O HaLMX AETAX MOXET GbITb OYEHb TpyaHo, Ho 6narogaps nobsu n
JIEYEHWIO, OHM AenatoT 6osbLUME YCMEXW, Pa3BMBAKOTCA U CMOTPAT Ha MUP C
ontMuamom. ”’
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NHcdopmauma n nogaepxka

\ Fpynna nopaepXKu ceMei C peakuMm
XPOMOCOMHbIMMN OTK/IOHEHUSAMMU
Appec: The Stables, Station Road West, Oxted, Surrey
RH8 9EE, UK

U ni e Tenedon: +44(0)1883 723356
info@rarechromo.org I www.rarechromo.org

MpucoeamnHuTechb k coobulectey Unique, 4To6bl NONYYNTb AONONHUTESNIbHYIO
nHdopMaumio, Heo6xoAUMYIO MOMOLLb U KOHTaKTHbIE flJaHHbIe ceMeii €
aHaNIorMyHoii Nnpo6bneMoii.

Unique — 370 6naroTBopuTenbHas HerocyaapcTBeHHas opraHmsaums. ®uHaHcosas
noAZep)KKa OCyLLECTBSETCS 3@ CYET rPaHTOB U MOXEePTBOBaHMWA. Ecnn y Bac ecTb
Takasi BO3MOXHOCTb, MOXanyncTa, caenaiTe NoXXepTBoBaHNE Ha HalleM
oduumanbHoM cante:www.rarechromo.org/donate [MomoruTe HaMm noMoYb Bam!

Caiitbl, rpynnbl B Facebook* u gpyrue ccbinkm:

CoobLuecTBa Assi CeMeld, KOTopble CTONKHYNIUCh C MyTauuel reHa NAA10
MexayHapoaHas opraHusaums No noaaep)Kke ceMei, y YeHOB KOTOPbIX €CTb MyTauus
reHa NAA10, Takke u3BecTtHas kak cmHapoM OraeHa.

Caitt: https://www.naalOgene.com/

pynna B Facebook*: https://www.facebook.com/groups/NAA10/

MpycoeauHsiiTech K 3aKpbITON rpynne noaaepxku B Facebook*, koTopyto
MeXzyHapoaHas opraHusaumst BeAET UCKIIIOUUTENBHO AS1S POAWTENEN U ONEKYHOB AeTewn
C MyTaumen reHa NAA10. (Bam He06X0AMMO TOYHO YKa3aTb MyTaLMio,
AVMarHOCTMPOBaHHYo y pebeHka)

Facebook*: https://m.facebook.com/NAA1OFamiliesTogether/ Twitter:
https://twitter.com/naal0gene
Instagram*: http://instagram.com/naal0familiestogether

B 6powtope Unigue NpUBOAUTCS CMIMCOK CTOPOHHUX CaliToB M (hOPYMOB C Mosne3Hoi uHdopMaLumen Ans cemeit. 1o
HEe 03HaAYaeT, YTO Mbl 0A06PSEM COAEPKAHME YMOMSHYTHIX CTOYHUKOB UM HECEM KaKyo-/IM60 OTBETCTBEHHOCTbL
3a MPEeAOCTaBEHHYIO B HUX MH(OPMaLMIO.

[aHHas 6polutopa He 3aMeHsIeT IMYHYI0 KOHCYNbTaumio Bpaya. Mo BceM BONpoCcaM, KacaroLmMcs 310poBbs, a
TaKXKe ANArHOCTUKN FEHETUYECKMX OTKIIOHEHUI U UX NIEYEHUS, CEMbSM CrieAlyeT 0bpallaTbCs K fevallemy Bpady.
Ha MoMeHT ny6nvkaumm cBeaeHWs B 3To BpoLutope cuuTatoTcst Haubosnee akTyanbHbIMU. OAHAKO Hay4YHOW
MHbOPMaLMKN O FEHETUYECKMX HapyLIEHWSIX CTAHOBUTCS BCE 6osblue, NO3TOMY B HyAyLLEM 3TW CBEAEHWSI MOTYT
6bITb M3MeHeHbl. DOHA Unigue cnepuT 3a pe3ynbTaTtamu MOCEAHUX UCCeA0BaHWIA U NPU HEO6X0AMMOCTH
06HOBNSIET Y)Ke onybnnkoBaHHbIe MaTepuanbl. 3Ta bpolutopa 6bina coctaBneHa dpoHaoM Unique Ha ocHoBe
MaTepuanos, NpefoCcTaB/IeHHbIX AOKTOPOM INIE0HOPO Xel — CreLmanMcToM no KIIMHUYECKON reHeTuKke B
PervnoHanbHoM reHeTnyeckon cnyxbe CeBepo-BocTouHol Temsbl 1 B 60sibHULE [PaiiT-OpMOHA-CTpUT B JIOHAOHE,
BenukobpuTanus. Bepcus 1 (AP) 2021

MepeBoz BbINOMHEH B pamMkax MexXayHapoAHOro CTyAeHYeCKoro BooHTepckoro npoekta Unique. KypaTtop
nepeBoaYeckoro nNpoekT — Hatanbsi BuktopoBHa HeuvaeBa, foueHT kadeapbl nepesoga PIMY mm. A. W. MepueHa,
Mpe3unaeHT Accoumauumn npenogasatenelt nepesoaa, CaHkT-Metepbypr, Poccus. MeayuMHCKY0 peaakumio
ocywectsuna KokopuHa Onbra CepreeBHa, Bpay — reHeTuK, Bpay — nabopatopHbli reHetuk, UHBUTPO, KnuHuka
®domuHa, MockBa, Poccus. Russian translation 2023 (EV/AP)

Copyright © Unique 2021
[pynna roAAep>XKM CeMeit C peAKUMM XPOMOCOMHBIMU OTKITIOHEHUSIMU
Homep B peecTpe 6naroTBopuTeNbHbIX OpraHu3aumii: 1110661
HoMep B peecTpe KoMMaHui AHrum 1 Yanbca: 5460413
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