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= B noapybpukn «CMA» n «bJH» pasgeneHbl B 3aBUCMMOCTY OT YaCTOTbI, TAXECTU
3aboneBaHu1A, CTeNeHN BOBJEYEHNS PA3/INYHbIX YPOBHEN HEPBHOM CUCTEMbI U
npeacTaBsieHbl B pybprke Gi12 CnuHaibHaa MbilweyHas aTpoPpua n poaCTBEHHbIe
cuHapombl 610ka «CncteMHble aTpodumm, NopaxatoLme NpemmyLLeCcTBEHHO
LLleHTPa/IbHYIO HEPBHYIO cucTeMy» (Taba. 1).

Taonuuya 1. G12 CnuHanbHaa MeilleyHas atpousa v poCcTBeHHbIe CUHAPOMbI

UHPaHTUNBLHAasA CTUHaNbHaa MellleyHas atpogusa, tun | (BepoHura — loddmaxHa)

Apyrne HacneACcTBeHHbIe CMUHANbHbIE MbILLeYHbIe aTPoOPUN:

JeTckuii nporpeccupyiolnii 0yns6apHeii napanuy (Pauuo — JloHae)

CnuHanbHbie MblweYyHble atpodun: aetckaa dopmMa, Tun ll; eeHunsHaa opma, Tun lll (Kyrensbepra—
BenaHpepa); Bapocnaqa gopMma; auctansHele CMA; ckanynonepoHeansHasa ¢opmMa

BonesHu ABAraTenbHoOro HeilpoHa:

CeMeiiHble 60N1e3HN ABUratensHoro HeipoHa

BOKOROW (naTepantHbii) CKNepoa: aMMoTPodUYECKUA, NepBUYHbLIA
MporpeccupyoLime: 6yns0apHbIi Napanuy; CnMHansHas MellleyHas atpodus
Apyrune cnuHanbHble MbillleYyHbie aTpopun

CnuHanbLHas Mbille4yHas aTpopus HeyTOYHeHHas

AncTanbHble CNNHaIbHbIE aMUOTPOPUM COCTABAAIOT HE MeHee 10 % Bcex
CMA



CnuHanbHbleé MblWeYHbIe
aTpodum

= XapaKTepU3yrTCA AereHepalmen
nepndepmnyeckmnx gemraTesibHbix anboda-

HeﬁpOHOB CNMMHHOIO MO3Ira 1 CTBOJ1a NroJ1IOBHOTIO
MO3rla.

= CMA npeacTaBnstoT COBON reTeporeHHyto
rpynny nporpeccmpyrowmx 3abosesaHnm
reHeTUYeCKOU NPMUPOAbLI, KOTOPbIE MMEIOT Yalle
ayTOCOMHO-peueccuBHbin (A-P), pexxe —
ayTOCOMHO-AOMMUHAHTHbIN (A-1) nam X-
CLENJIEHHbIV TN HAC/Ie40BAHMS.

= Yactota CMA 1 Ha 6000—10 000
HOBOPOXAEHHbIX.




OBLUASA XAPAKTEPUCTUKA OUCTANIbHOU CMA

= [lepBble CUMMTOMbI MOABASOTCS B 6—24 Mec. B BUAe buaatepasibHOro
napesa Hor.

= /luctanbHasa cnabocTb NnepoHeanbHbIX MbIlWL, U pa3rubaTenen naabLes
HOI, FTUMOTOHUSA N AaTPOPUU, CHUXKEHUE U[USIN OTCYTCTBUE CYXOXUJIbHbBIX
pedeKkcos.

= [lebopmaumm cTon.
=  TpyaHOCTWM Npu Xo4bbe M YacTble NageHUs.

= 3abosneBaHune Me/IeHHO NPOrpeccMpyeT C pacnpocTpaHeHNEeM Ha
MPOKCUMaIbHble OTAE/1bl KOHEYHOCTEM HOT U PYK, MbILWLLbl TYJI0BULL,A U
anadparmbl.

=  OpHako Bcerga cnabocTb NpeBasiMpyeT B HOFAX M ANCTAIbHbIX OTAENaX
KOHEeYHOCTeMN.

= JlbIXxaTenbHble HAPYLWEHWS MPOrpPeccMpyoT 40 OCTPOrO pecnMpaTopHOro
AncTpecca.

= [lapes mbiwL, TY/I0BULLA BeAET K TMNep/IOpA03Y, CKOANO3Y.
= [ledpopmanun rpyaHON KNETKM HeT.
= bBosibHbIe UMET HOpMa/lbHbIM UHTENIEKT.

=  KpaHunanbHble MbIlWLbl MHTAKTHbI, YyBCTBUTE/IbHbIX HAPYLUEHNM,
dacymnKynaLnUM, NMPAaMUAHbIX 3HAKOB HeT.




CnuHanbHaa amuoTpodus BpoXaeHHas
Henporpeccupywas ¢ NpeuMyLecCTBEeHHbIM
nopaxxeHnem Hor

Bnepsble onucaHa Frijns et al. B 1994 roay. Tun HacnepoBaHus —
ayTOCOMHO-AOMMWHAHTHbIN. [€H 10Ka/IM30BaH B XPOMOCOMe 12

g23-924.
[epBble nposiBAeHUsA 3a60/1eBaHNSA 0ObIYHO BbISIBAAIOT K 15—18

MecCsiLLaM XW3HM NO 3a4ep>KKe TEMMNOB NPUObpeTEHNA HAaBbIKOB
CaMOCTOATE/IbHOWU X0Ab0bl.

O6bIYHO AE€TN HAUMHAIOT CAMOCTOATE/IbHO XOAUTb NOC/1e NOYTOPa
NEeT N UMEIOT BapyCHYI0 gepopMaumio cTon.

Noxoaka 60/bHbIX HAMOMUHAET CTenmnax.




CnuHanbHaa amuoTpodua c
rmnasoaBuratenbHbIMU HapyLleHUSAMN U
anunencuen

= 3aboneBaHme onncaHo Oka C COaBT. B 1995 roAy.
= Tun Hacnes0BaHMS — ayTOCOMHO-PELLECCUBHBIN.

= [lepBble NpPoOSAB/IEHMS OTMEYALOTCH B MEPUOA
HOBOPOXAEHHOCTU N XapaKTepU3YyITCA NPOrpeccmpytoLen
reHepa/sIM30BaHHOW CMMHAIBHOW aMUOTpodUuen ¢
XapakTepHbIMU GaCLUKYAALNAMMU CKENETHbIX MbILL, U A3bIKQ,
CYXOXMABHOWN runopedaekcment v rmnoTOHMEMN.

= Y peten 4acTo BO3HUMKAIOT KonebaHms TeMmnepaTypbl Tena.

= K6 rogam K ykasaHHbIM CMMNTOMaM NPUCOESNHAIOTCS
rna3ojBuraTe/ibHble HAPYLUEHUS B BUAE HAPY>XKHOM
odTaIbMONAEr UM U TOHUKO-KJIOHNYECKUE CYAOPOT L.




BpoxaeHHasa cKanynonepoHeanbHasi cnMHanbHas
amuoTpodus

= Bnepsble onncan De Long & Siddique B 1992 rogy.
= Tun HacnefO0BaHUA — ayTOCOMHO-A,0MUHAHTHBIN.

= [eH 3aboneBaHunA, 0b6o3HavYaemblint kKak SPSMA
(ckanysonepoHeanbHas CNWHA/IbHAsA MblLLIEYHaS
aTpodus), KAPTMPOBAH HAa XPOMOCOME 12(24.1-24.31.

= 3abosieBaHMe BO3HUKAET C POXAEHUS U
XapaKTepM3yeTCs BPOXKAEHHOW MMNOMNAa3nen MbliLL,
CMMNTOMaMM CNMHAJIbHOM aMMOTpoPuK, Hanbonee
BbIPaX>XEHHbIMM B 061aCTU HAZOCTHBIX U MOA0CTHbIX
MbILLL, U MbILWL, NePOHEea/IbHOW FPynnbl.




BpoxaeHHas ckKanynonepoHearibHasi CnuMHanbHas
amunoTtpodusa (npopormkeHue)

Y 6onbWMHCTBA 60/bHBIX BO3HMKAET CTPUAOPO3HOE
AblxaHne, 0bycn0BAEHHOE Napa/IMyOM FO10COBbIX CBA3OK.

o mepe nporpeccrpoBaHus 3a601€BaHNA NPU3HAKK
MblLeYHOW cNaboCTm 1 aTpoPUM PAaCNpPOCTPAHAOTCA Ha
MbILLbl ANCTAIbHbIX OTAE10B PYK U HOT.

Bo 2-1 nnu 3-1 gekaae XM3HU BO3HUKAIOT KOHTPAKTYpPbI B
KPYMHbIX CyCTaBax, Yalle BCero HMXHMUX KOHEYHOCTEMN.

TeueHue 3ab01€BaHNA YyMEPEHHO NporpeccupyoLlee.
Y My>4mMH 3aboneBaHme TeUET TAXENEE, YEM Y XKEHLLWH.
B cerperuvpytowwmx ceMbax HabaogaeTca aHTULMNALMS.



UHpaHTUNBHaAA cnuHanbHas amuoTpodua c
napanuyoMm auadparmbl — SMARD

= Bnepsble onncanu Mellins n coasT. B 1976 roay.
= Tun Hac/neA0BaHUA — ayTOCOMHO-PeL,eCCUBHBIN.

= [eH 3aboneBaHuA ABASETCA FrEHOM UMMYHOTN06YINH-
ces3biBatowero benka (IGHMBP2, MIM: 600502) n
KapTUPOBaH Ha XpOMOCOMe 11q13-013.4.

= OCHOBHOE€ KOJINYeCTBO MyTaL MM HAWAEHO B 3K30HE §
(MMCCEHC, HOHCEeHC, CABUM PAaMKN CYNTbIBAHUA).

= 3aboneBaHue cocTaBnseT 1 % OT BCex C/iyvaeB
MHPAHTUABHBIX CMMHAbHBIX aMUOTPODUN.

= [lepBble nposBAeHMs 3ab0neBaHNSA BO3HMKAIOT C
POXAEHUS UJIN B MEPUNOLE HOBOPOXKAEHHOCTU U
XapaKTepu3yrTCs CUMNTOMaMU BSAJIOFO Napaamya nau
napesa, Hanbonee BbIPa>KEHHbIMUY B MbILLLLAX AUCTANbHbIX
OTAEN10B BEPXHUX KOHEYHOCTEMN.




bynbbocnuHanbHaa amuotpodma c rrnyxorou
(obone3Hb bpayHa — Buanetto — BaH Jlape)

Y peten npeACTaB/eH ayTOCOMHO-PeL,eCCUBHbIN
BapnaHT SLC52A2; 8024 C HapyLweHeM TpaHCNopTa
pnbodaaBmHa.

= [lepBble CUMMTOMbI NOABAAIOTCA B 2—5 JsieT. BbiaBAAIOT
bnnartepanbHyt0 CEHCOHEBPAJIBHYIO M/TyXOTY,
aTPODUIO 3pUTE/NIBHOMO HEPBA, KAMHMKY MOPAXKEHUS
7-WU, 9—12-1 nap YepenHbix HepBoB (by/1bbapHbIN
CUHAPOM), GACUUKYNALNM A3bIKA, TUMOBEHTUASALMUIO.

= C TeyeHMeM BpeMEHM NapaMy PpacnpoCTpPaHAETCs Ha
NJe4YeBoOU NOAC, PYKK, TPYAHYIO KneTky. Bo3HukaeT
AnadparmanbHas cnabocTb, OTCYTCTBYHOT pedieKcsbl.




BbynbbapHbin napes ®daumo — JloHae

= JTa opma NpeacTaB/ieHa ayTOCOMHO-AOMUHAHTHbIM U
ayTOCOMHO-peLeccMBHbIM BapnaHTamm SLC52A3; 20p13.

= 3aboneBaHue BO3HMKAET B BO3pacTe OT 1 roAa 40 12 1eT U
XapakTepulyetcs cumntToMamum 6ynbbapHOro napaanya
MAn napesa, cnabocTblo IMLEBOM MYCKYAATYPbl, MTO30M U
HapyLeHMeM NOABMXKHOCTU Anadparmel.

= [1pn ayTOCOMHO-A0OMMHAHTHOM TUMNE HAaC/1e40BAHMS
3abos1eBaHMe BO3HMKAET NO34HEE 1 XapaKTepulyeTcs
Hepe3KO BblPaXXeHHbIMU AMn3apTpuen n ancdarunen,
yMepEeHHbIM NTO30M, C1ab0CTbIO MbIWL, LA, OTCYTCTBUEM
AbIXaTeNbHbIX HAPYLEHUN U MeANEHHbIM
NporpeccupoBaHNEM.




BbynbbapHbin napes ®daumo — JloHae
(npopomkeHue)

= [1pn ayTOCOMHO-peLeccCMBHOM BapuaHTe
3a60/1eBaHMA OTMeYatoTCS
NPOrpeccMpyrowmm CTPUAOP, BblPaXKeHHbIE
AblXaTe/ibHble PACCTPOUCTBA, 3HAYMUTE/IbHOE
C/IHOHOTEYEHME, reHepaIn30BaHHaA
rmneppedaekcusa, napanmy guadparmol.

= JTOT BAapMaHT XapakTepuayeTca bosee
PAHHMM Ha4Ya/IOM M 3/10KAa4YE€CTBEHHbIM
Te4YeHMeM, NPUBOAALLMUM K CMepTN 6ONbHOIO
B TEYEHME ABYX JIET OT HaYana 3aboneBaHus.




JduopepeHyuanbHasi duacHOCMUKa
UHaHMunbHbIX U demckux ¢gpopm CMA

— Aeduunt kncnom manetasbl (ramkoreHos |l Tuna).

— AapeHonenkoguctpodus.

— boTtyaunsm.
= —HacneAcCTBeHHble MOTOCEHCOPHbIE HEBPOMNATUN.

— CnHapom AayHa.

— GMa1-aHrAno3naos.

— CuHppom Xypnepa.

— bosiesHb [owe.

— CuHapombl MapdaHa u Npagepa — Buaan.,

— MeTtabonnueckme 6one3HU (OpraHnveckme aunaypum ¥ MUTOXOHAPUaJbHbIE
6one3Hn).

— HeoHaTanbHasa n BPOXAEHHAA MNACTEHUA.

— Mepudepuryeckne HeBponaTUw.

— MunkoreHos (bonesHb [NMomne).
— Monnomumenur.

— lNopaxeHne cNMHHOro Mo3ra.




NNeyeHne CMA

= NpeAnosiaraeT UCNoJib30BaHME CPeACTB,
HanpaBJ/IEHHbIX HA COXPAHEHME MOTOHENPOHA
(puny3on, Banbnpoesas KUC/I0TA),
y/lyYLlEeHME SHePreTUYEeCKOM
obecnevyeHHOCTU (L-KQpPHUTUH, KOSH3UM
Q10), NpMMeHeHNe KIETOYHOU Tepanuu.




