Hacko1bK0 pacnpocTpaHeHbl CHHAPOMBI,

cBA3aHHBIE ¢ n3MeHeHuAMH reHa CACNAIA?

CuHIpOMBI, CB3aHHBIE ¢ u3MeHeHUIMHU B TeHe CACNA 1A, oueHb

peakue. bruto YCTAHOBJICHO, YTO HOCUTECIIAMHU ITATOICHHOI'O BapruaHTa

reHa CACNA 1A moryt siBisiThes okono 9 mronei n3 100 000 mromei.
Mmuorue ClIydan JaHHOI'O IruartHos3a OIMCaHbl B MeL[HHHHCKOﬁ
nurepatype. OXumaercs, 4To YUCI0 TUArHOCTHPOBAHHBIX CITy4acB B
OurpKaiilye HECKOIBKO JIET BO3PAcTeT.

IMouemy ke 3TO NPOU30LLIO?

INpu bopMupOBaHUH MOJIOBBIX KIETOK (SHIEKIETOK U
CIIepMaTO30MI0B) U IpH 3adatnu pedenka JJHK MHOrokpaTHO
kormpyetcs. [Iporecc komupoBaHus HE BCETAA TPOUCXOAUT
HJI€aNIbHO, TIO3TOMY MHOT/Ia B TEHETHYECKOM KOJIE JIETEH BO3HUKAIOT
ciyqaiiHele u3MeHeHus, KoTopbix HeT B JIHK poxnteneit. Takue

HU3MCEHCHUA IPOUCXOAAT CaMHU 110 ce0e U He 3aBHCAT OT 06p8.33. JKWU3HU,

MIUTaHMS WA OKPY)KaIoIer cpepl. B X BOZHHKHOBEHNUH HUKTO HE
BUHOBAT.

Y GOoNbIIMHCTBA JETEH, Y KOTOPBIX K HACTOSILIEMY BPEMEHHU ObLIH
nuarHoctupoBaHbl CACNA 1 4-onocpeioBaHHbIE CHHAPOMBI,
n3MeHeHue B rene CACNA A4 npousonuio ciaydaiiHo, ero Het B JIHK
poxurenei (3To ABICHHE Ha3bIBaeTcs n3MeHeHneM de novo). Tem He
MEHee, ObIIO BBISIBIIEHO HECKOJIBKO CIIy4aeB HAJINYHUS Y POIUTENei
n3menennst rena CACNAIA Bo BceX WM HEKOTOPBIX KJIETKax
opranuzMa. JTo SBJICHHE Ha3bIBacTCA MO3aMIM3M. B Takom ciydae
TEHETHYECKUH BapUAHT MOXKET IIepe/laBaThCsl PEOCHKY.

Mo:xeT JIM 3TO MOBTOPUTHCS?

Puck poxxnenus erie ogHOro pedeHKa ¢ peIKUM T'eHETHYECKUM

COCTOSIHHEM 3aBHCHUT OT TeHETHYECKOro cratyca poautesne. Eciu
JtoKa3ano, uto m3Menenue B rene CACNA 1A npousonuio de novo,
T.€. €r0 HeT HU Y OJHOTO M3 POIUTENIEH MallUeHTa, TO BEPOSTHOCTh
POXKICHHUS ellle OAHOrO PeOeHKa C THM MeHEeTUYECKUM BapHAHTOM

oueHb Mana (Meree 1%). Eciu reHeTHyeckuii BApuaHT IPUCYTCTBYET

y OZIHOTO M3 poauTeneii (HO He B (opMe MO3aulu3ma), To
BepoATHOCTh porkieHus pebenka ¢ CACNA 1 A-omocpe1oBaHHBIM
cHHIPOMOM coctaBisieT 50% Juis kaxkoi 0epemenHocTu. Taroke
CYILIECTBYET OIPE/IeNICHHAs! BEPOSTHOCTD POXK/ICHUS peOCHKA C
CACNA 1 4-onocpeoBaHHBIM CHHAPOMOM, €CIIH OJUH U3 POAHUTENIEH
HMeeT reHeTHYecKui Mo3aui3M. O BEpOATHOCTH BOSHUKHOBEHHUS
CHHJPOMa MMEHHO B Balllell CEMbE PACCKaXKET Bpayu-IreHETHK.

N3neunm au cunapom CACNAIA?

B Hacrosiiee BpeMsi CHHAPOMBI, CBSI3aHHBIE C M3MEHEHUSIMH TeHa
CACNA 1A, nenzneunmbiM. OIHAKO, 3HAS IUATHO3, CICI{HATHCTEI
CMOTYT MOA00paTh PeOEHKY MOAXOIAIIIE 00CIeTOBaHHS K
CUMITOMATUYECKOE JICUCHUE.

®ong CACNAILA oprann3oBal peructp MalueHToB It coopa
uHpopmaru. Mudopmariys periuctpa moMOXKeT COSANHUTh CEMbH
MAIUEeHTOB PYT C APYTOM, OMPEICTUTh HAMPaBICHUS
HCCIIeI0BaHuM, CHOPMHUPOBATEH CTAHAAPTHI METHITHHCKOTO
COMPOBOXKICHHSI, & TAKIKE JISHKET B OCHOBY pa3pabOTKH JIEKapCTB.

PexomMenganuum mo MECIUIINHCKOMY

00cJIeJ0BAHUIO

Jeru ¢ CACNAIA-onocpe1oBaHHBIME CHHIPOMaMH JIOJKHEBI
HaXOAUTHCS MO HAOIIOACHHEM MHOTONIPO(HITEHOM TPYIIIHI,
BKJTIOYAIOLIEH CIETYIONMX CHEHAINCTOB:

T'eHeTHK, HEBPOJIOT, IETCKUI ehexronor, odTaabMOoIor,
(bM3HYECKHIi TeparneBT, IproTeparesT U JIOrome/l.

Mo mepe B3pociaeHHs pedeHKa coCTaB MHOTONPO(UIbHOM
MEUIMHCKOH TPYIIIbI MOXKET MEHSIThCSL.

HNudpopmanus ¥ noaepxKa

\ Rare Chromosome Disorder Support Group,
Fpynna noAAepXKu cemeit C peAKUMU
XPOMOCOMHbIMU OTKAOHEHUSMH,
° The Stables, Station Road West,
Unl @ oxted, Surrey. RH8 9EE. UK.
Tel +44(0)1883 723356
infoldrarechromo.org | www.rarechromo.org

Caiir:  www.cacnala.org CACNA].A

®onng CACNATA — 310 HEKOMMeEpYecKast FOUNDATION
OpraHM3alys Mo PYKOBOACTBOM poaureneii [501(c) HII'IIHIIIIHIHIIIH
(3)], pacnionoxxennast B CIIA. Ilesnb opranuzanun —

TOBBIIICHUE OCBEOMIICHHOCTH OOIIIECTBA U TIOUCK

nekapersa Juis soaeit ¢ CACNAL A-onocpe10BaHHBIM CHHIPOMOM.
I'pynmsr B Facebook:

https://www.facebook.com/cacnala/
https://www.facebook.com/groups/cacnala

Understanding Chromosome & Gene Disorders.

Caiitel, rpynmsl B Facebook u npyrue cepuiku:

Ipucoenunurecs k rpynme Unique, 4T00BI OIYYHTH JOMOIHUTEIBHYIO
nH(OpMaIHIO, HEOOXOIUMYIO IIOMOIIb U KOHTAKTHBIE IaHHBIE CeMeH ¢
AHAJIOTUYHON CUTYyalueH.

Unique — 9T0 61aroTBOpHUTEIbHAS HEOCYIapPCTBEHHAS OPTaHU3AIIHs.
dunaHCcOBas NOAAEPIKKA OCYIIECTBIIACTCS 32 CUET I'PAHTOB H
MOKePTBOBAHUIA. BBI Takke MOXkeTe c1eNIaTh MOKEPTBOBAHKME HA HAIIIEM
odurmansHOM caiite www.rarechromo.org/donate

ToxanyiicTa, HOMOruTe HaM MOMOYb Bam!

JlaHHast OpOIIIOpa HE MOXKET 3aMEHUTh MPO(ECCHOHATBHYIO MEIUIHHCKYIO
KOHCYJIbTALui0. [0 BceM BOMPOcaMm 0 AHArHOCTHPOBAHHBIX TEHETHYECKHUX
OTKJIOHEHHUSIX, CHMIITOMAX U UX J€USHHN 00paliaiitech K CeuaIncTam.
Huopmarus, npeacTapiaeHHas B JaHHOI OPOIIIOpe, sIBISCTCS aKTyalbHOI Ha
MOMEHT MyOIMKAIUH, HO, TOCKOJIBKY 00JIaCTh HHTEPIPETAL[HH TeHETHICCKIX
BAPHAHTOB PA3BHBACTCS CTPEMHUTEIIBHO, HEKOTOPBIE (haKTHI MO3/HEE MOTYT
m3menuThes. I'pynma Unique crapaercst ObITh B Kypce MOCICAHUX U3MEHEHHMIT B
HayKe U IPU HEOOXOAUMOCTH OOHOBJISET OMYOIMKOBaHHBIE OporIropsl. JlaHHasS
Gporrtopa Obuta moarorosaeHa Unique (AP) u omobpeHa HEKOMMepPUECKOM
opranuzanueit @ongom CACNAITA 1 ZOKTOPOM MEAUIUHBI DIIb30M
Poccunboib, TOLEHTOM Kadepbl HeBPOIOTHH U TIeAHATPUH YHUBEPCUTETA T
Momupeans (npoBunius Kseoek, Kanamga). Bepcus 1 (AP)

TlepeBo/1 BBITIOHEH B paMKax BOJIOHTEPCKOr0 MepeBoaueckoro mpoekra Unique
kadenpst epeoza PI'TIY um. A. W. T'epuena, Cankr-TlerepOypr, Poccust.
MenmmHcKyo peaaximio ocymectsua [lomsik Maprapura EBrenseBHa, Bpad-
TEHETHK, K.M.H., MCIHIIMHCKHI nepeBomunk, Beth Israel Deaconess Medical Center
(BIDMC), bocton, CIIIA. Russian translation 2021 (EV/AP)

Copyright © Unique 2020

I'pynma nopnepkku cemeil ¢ peIKUMH XpPOMOCOMHBIMH OTKJIOHEHHUSIMU
Homep B peectpe 61aroTBOpUTENbHBIX OpraHu3annii AHrianu u Yansca 1110661
PerucrparnoHHblil HOMEp B peecTpe komnanuii 5460413
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Yto Takoe CACNA1A-onocpenoBaHHbIE CUHAPOMbI?

CACNA I-omocpeioBaHHBIE CHHAPOMEI - 3TO TpyIIa 3a00JIeBaHuUH,
CBSI3aHHBIX C PA3INYHBIMUA TeHETHIECKUMH BapHaHTaMH B T€HE
CACNAIA.

CHMIITOMBI 3aBUCAT OT MHAVNBHUIYaJIbHBIX T€HETHIECKIX H3MEHEHHUH,
OJIHAKO y OOJIBIIMHCTBA MAIIMEHTOB HAOIIOAAI0TCS PAa3INYHbIE
po0IIEMBI CO 3710POBBEM U Pa3BUTHEM.

KakoBbl NpU4YnHbI U3MEHEHWN B reHe CACNA1A?

CACNA 1A - omtocpeioBaHHBIE CHHIIPOMBI
BBI3BaHbI PA3JIMYHBIMHA T€HETHIECKIMHU
Bapuantamu B rene CACNAIA.
CACNAIA - 370 coKpallleHHOE Ha3BaHKe
reHa «calcium voltage-gated channel
subunit alpha 1A» (a1 A-cyosenuanma
YIIPaBJISIEMOr0 HaIpsDKEHHEM
KanplpeBoro kanaia P/Q). B HazBanun
reHa OTpakeHO ONMCcaHue Oeka,
KOJJMPYEMOT'O TAaHHBIM T€HOM.
Kanbipessle kaHaIbI OTBEYAIOT 32
TIepeIBIDKEHIE HOHOB KaJIbIINS B
OOJTBIIHCTBE KJICTOK HAIIEro Teja;
KaJbIMH, B CBOIO 0Yepelb, aKTHBHUPYET B 3aBUCHMBIE OT HETO
nporecchl. benok, kopupyemsiit reHom CACNALA, dpopmupyer
KaJIBLIUEBBIH KaHaJ, 110 KOTOPOMY JBUTatoTcs HOHBL. KaHan HocuT
HazBanue Cav 2.1. DTH KaHaJbl HEOOXOJUMBI JUTsl COOOILICHUS MEXITY
HEPBHBIMU KJIETKaMHU B MO3re (OHU KOHTPOJIMPYIOT OCBOOOXK/ICHHE
HEHpPOMEANATOPOB), a TAKXKE, BO3MOXKHO, [UIsl COXPAHEHUS UX
KU3HECTIOCOOHOCTHU U CIIOCOOHOCTH M3MEHATHCA. VIOHBI KanbLus
HEOOXOUMBI [UIS BBIPAOOTKH TOPMOHOB, COKPALLIEHUE MBILIIL] 1
peryaupoBaHus paboThl HEKOTOPBIX APYIHX TEHOB.

I'en CACNAIA naxomuTcst Ha KOPOTKOM () miede Xpomocomsl 19 Ha
ydactke 19p13.13 (TeMHO-pO30BBIi CErMEHT Ha PUCYHKE HIKE).

B crapoii Bepcuu nocnenoBaTeIbHOCTH XpOMOCOMBI 19 ren

CACNA 1A pacnionoxeH Ha ydactke 19p13.2

CACNATA
X

Xpomocoma

< '% B X > 19-s1 xpomocoma
w1eyo (p) JUTMHHOE T11e40 (q)

B Hammx kieTkax ecTh ABe Konuu 19-i XpoMOCOMBI U JIBE KOITHU
reHa CACNAIA. CACNAIA - onocpeioBaHHbBIE CHHAPOMBI
BO3HHUKAIOT, KOTJJa U3MEHEHA TOJIBKO OfiHA U3 Konuil. Takoil ciyuait
Ha3bIBAIOT AyTOCOMHBIM IOMMHHPOBAHUEM, TaK KaK U3MEHEHa
ayrocoMa (o1Ha U3 XpoMocoM 1-22), a CUMITOMBI IPOSIBIISTFOTCS,
KOI'J]a U3MEHEHUS €CTh TONBKO B ONHOHI U3 JBYX KOIUM
(IOMUHAHTHOE U3MEHEHHE).

I'en CACNAIA pyHKUInOHHPYET MO-pa3HOMY B Pa3HBIX YacTsIX
MO3ra, 0COOEHHO BO BPEeMsI Pa3BUTHS, MO3TOMY U3MEHEHHUS €r0
(YHKIIII MOTYT BBI3BaTh 3HAUUTEIILHBIE HEBPOIOTHUECKUE
TPYAHOCTH.

[[eHeTu4eckmne n3MeHeHus

CHUMIITOMBI, BBISIBIICHHBIE B HACTOSIIMI MOMEHT Y JIOJeH C
CACNAIA - onocpenoOBaHHBIMH CHHIIPOMaMH, 3aBUCAT OT
koHKpeTHOro mmMeHeHus rena CACNA 1A n GyHKIHOHAIEHOTO
Bo3zelcTBus Ha kaHai Cav2.1.

Hexotopsle reHeTndeckie BapuaHThI IPUBOJIAT K BEIpaOOTKe Oenka
¢ nmpuobperenneM ¢pynkmuu (gain of function, GOF), B To Bpems
Kak apyrue — c norepet pynxnuu (loss of function, LOF).

B o6oux ciydasx 6enok CACNAIA He QYHKIIMOHUPYET JOHKHBIM
00pa3oMm, U IOATOMY JBIDKEHIE HOHOB KaJIBIINS Yepe3 KaJIbIeBbIe
kaHael Cav2.1 Hapymaercs.

AxtuBHOCTE TeHa CACNA 1A Tax:ke MOXKET MEHATHCS, €CITH T'eH
nmeer xyonuposanHblil yaactok JIHK, HaspiBaeMblil «okcraHcHeH
TPHHYKJICOTHTHOTO TTOBTOPAY, WM €CITH BECh T'eH WIIH eT0 YacTh
ynanena (Mukponenenusy/nenenust 19p13.13). Ha akruBHOCTS TeHa
TaKKe MOT'YT BIIMSITH MUKPOIYIUTMKAIINHA BHYTPH T'€Ha.

Bapuantet CACNAIA GOF  00BIYHO CBSI3aHBI C CeMEHHON
remuruierndeckoid murpensio 1 tuna (FHM1). Do tshxenas popma
MHUTPEHH C CEHCOPHBIMU HapyYIICHUsIMH, WK aypoii. OHa JacTo
CONIPOBOXKAAETCS ITOTEPEH TyBCTBUTEIBHOCTH, HAPYIICHUSIMHI
3peHusl, C1a00CTBIO OJHOM CTOPOHBI TeNa (TeMHIIape3oM),
TIOBTOPSIIOIIMMUCS HEKOHTPOIUPYEMBIMH JIBIDKSHUSIMU TJ1a3
(HuCTAarMoM) W/WIIM HapyIIeHHEeM KOOpAWHALINH JIBKEHUH
(atakcueit). Y HEKOTOPBIX JIFOJICH MOXET TaKKe Pa3BUBATHCS
snunencust. Hekoropsie GOF-BapuaHTbI HE BBI3BIBAIOT MUTPEHH
FHM1, Ho acconMupOoBaHbI € TKENBIM SMUIENTUIECKIM
cuHapoMoM (cuHapomoM JleHHOKca-I"acTo).

Bapuantel CACNAIA LOF  acconMupoBaHbl € SMU30JHYECKOM
arakcueii Broporo tuna (EA2), koTopas nposBisieTcs: BHE3aIHbIM
HPHUCTYIOM aTaKCHHU, TOJIOBOKPYXEHHEM/TIOTepel paBHOBECHS
(BepTHUro) W/¥iM TOIHOTOM. Y HEKOTOPBIX JII0/Ieil HabonaeTcs
MUIPEHb, HUCTArM W/HIIU 3IUJICTICUS, Y HEKOTOPbIX
JIMarHOCTUpoBaH cuHApoM JleHHokca-I"acTo.

JKCHAHCUs TPUHYKJIEOTHIHOI0 nopTopa CACNAIA
ACCOLIMMPOBAHA CO CIMHOLEPEOEIUIAPHON aTaKCHEH ILeCTOro THIa
(SCA®6). Dta atakcust 0OBIYHO MPOSIBIISETCS B 3pEJIOM BO3PACTE U
COIIPOBOXKAAETCS TPYAHOCTSAMH IIPU XOJIb0€, KOTOPBIE CO BpEMEHEM
CTaHOBSITCSI CepbE3Hee (IPOrPECCUPYIONIask ATAKCUSI TOXOKH),
OTCYTCTBHEM/HAPYIIEHHEM KOOPAWHAIUY, HEIPOU3BOJIbHOM
JIPOXKBIO (TPEMOPOM), 3aTPYIHEHUEM PEUH U3-3a HAPYLICHUS
KOHTPOJIS HaJl MBIIIIAMH (IU3apTPHUEii), U HUCTaTMOM.

Henemuss CACNAIA (aenenns 19p13.13)

Muxkponenenuu xpomocomsl 19p13.13, KoTopble BKIIOYAIOT I'eH
CACNAIA, y HeKOTOpBIX JieTeil ObLIH aCCOLMUPOBAHBI C
CyIoporaMu u atakcuei. Y nereit ObuiH Takke 0OHapYKEeHBI
MUKpozenenun Toiapko yactu reHa CACNALA, B Takux cimydasx
HaOMIOAATHNCh MUTPEHB U aTAKCHS.

Oynimukamuss CACNAILA (aynaukauus 19p13.13)
Muxponyrunkaims B reHe CACNA 1A MOXeT HapylIuTh
(YHKIMOHMPOBAHUE T'€HA U IPUBECTH K OMMCAHHBIM BBILLE
TpyaHOCTSIM. Kak BHIHO B HEKOTOPBIX CITydasix JTyIUTHKAIIN
peruona 19p13.13, nqymimkanus Bcero reHa TaKkke BO3MOXKHA, HO
CBSI3aHHBIE C HE 0OCOOCHHOCTH pa3BHUTHs HeM3BECTHBI. CKopee
BCETO0, OHU OYyT OCIOXKHSTHCS AOMOTHUTEIBHBIMY TYTTHKAMIMHA
JPYTUX T€HOB 3TOTO PETHOHA.

TpyAHOCTM CO 340POBLEM U Pa3BUTUEM

B 3aBucumocTy 0T MHAMBHUYaJ bHBIX TEHETHYECKUX U3MEHEHUI JIIOIU C
CACNA1A - accouurpoBaHHBIMU CHHAPOMAaMH OyyT UMETh CIIEIYIOLINE
0COOCHHOCTH (OJIHY MJIM HECKOJIBKO):

B O6mas 3aaep:xia passurus (Global Developmental Delay, nau
GDD: ot Jierkoii 10 Tsxenoi crenenun). OHa MOXET ObITh
JIMarHOCTUPOBAHA y IeTel U BIMATH HA KAUECTBO UX JKH3HU MO-Pa3HOMY.
GDD - 310 3HauHTENBHAS 33EPIKKA YMCTBEHHOTO ¥ (PU3MIECKOTO
pasButua. O6sraH0 GDD nmarHoctupyercs, ecinu peOeHOK IPOXOIUT
OJIH MJIM HECKOJIBKO 3TallOB Pa3BUTHUS 1103)KE CBEPCTHUKOB.

B Kornutupnble Hapymenust. JleTH MOTYT HCIIBITHIBAT CIOXHOCTH
C KOHIICHTpaLyeil, 3aIOMUHaHUEM, H3y4EHHEM HOBOTO W/WIIM IIPHHATHEM
PpELIEeHUIA.

B Ymcreennas orcranocts (Intellectual disability, ID). Moryr
HaOJI01aThCSl OTPaHMYCHHBIE HHTEIJICKTYalIbHBIC CIOCOOHOCTH M
TPYIHOCTH B aJAlITUBHOM IOBE/ICHUH (COLUATIBHBIC U TPAKTHICCKHUE).

B Paccrpoiicta ayrucruueckoro cnexrpa (PAC). Paccrpoiicrsa
AyTHCTHYECKOT'0 CIEKTpa - TEPMHH, ONUCHIBAIOILUH TPy HApYIIEeHUH
COIMATLHOTO B3aUMOJICUCTBHUS 1 0011eHHs. PeOeHKY MOXKET ObITh
nocraeieH auarao3 «PAC» win y Hero/Hee MOT'YT IPUCYTCTBOBATh
AYTUCTUYCCKUEC YCPTHI.

B Muimeunsrii TOHYC. Y HEKOTOPBIX JIeTeH HaOMI0IaeTCsl CHIKEHHE
MBILIEYHOT0 TOHYca (THIIOTOHUS), KOTOPOE MOXKET OCIOXHSTH HPOLIECC
KOpMJICHHA. Y IeTeil ¢ TeHeTHYCCKUMH BapHaHTaMH, CBSI3aHHBIMH C
ycwienueM ¢yakuuu (GOF) wmu snunerncueid/cunipomom JleHHOKCa-
I'acTo, 0OBIYHO NPUCYTCTBYIOT PH3HAKU CIIACTHYHOCTH U THIIEPTOHYCA
MBIIIIIL.

M Cynoporn (ot Jerkoii 1o Ts:kenoii crenenn). CyIopor - 510
BHE3aITHbIE HEKOHTPOJIUPYEMbIE 3JIEKTPUUECKHUE UMITYJIbCI B MO3TE,
KOTOpBIE MOT'YT TPOSIBISITHCS B pa3IMUHbIX (hopMax. Y HEKOTOPBIX AeTei
¢ CACNAIA - onocpeIoBaHHBIMU CHHJIPOMAaMHK MOTYT HaOJIFOIaThCs
CY/IOPOTH M JITHJIETICHSI.

B TpyanocTH ¢ moaepkanueM PaBHOBECHsI W KOOPAHHAIMel
(aTaxcus). HexoTopble 01 MOT'YT HCIIBITHIBATE CIIOKHOCTH C
JeHCTBHUAMH, TPEOYIOIIUMH PA3BUTHIC HABBIKU KPYIHON MOTOPHKH U
KOOpJIUHALMH (HanpuMmep, X0p001). J{71s1 HEKOTOPBIX MOXKET OBITh
MOJIE3HO KPECII0-KOJISICKA.

| Murpenu. MUrpeHu 4acTo BCTPEYaIOTCs y JeTel U B3pOCIIbIX ¢
GOF-Bapuanramu rena CACNA A, o1HaKO MOTYT TaK)Ke BO3HUKATh Y
MALUEHTOB C IPYTHMH ITeHETHYECKIMH BapUaHTAMU.

M Yrpara Heiiponos (Mo3keukoBasi arpodusi). B HeKoTOpHIX
ClTydasiX BO3MOXKHA yTpaTa 4acTH HEHPOHOB B TKAHU MO3ra U NoTeps
cBsi3ell MeX 1y HEHpPOHAMHU.

M Hapymenus 3penns. Y nexoropsix maruentos ¢ CACNAIA -
OIOCPEIOBaHHBIMU CHHAPOMaMH HAOIIOIAIHNCh HEMPOU3BOIBHOE
3aKaThIBaHHE a3 BBEPX (MAPOKCH3MAIBHOE TOHUYECKOE 3aKATHIBAHNE
rna3, PTU) u HucTarM (HEnpou3BOJIbHBIE IBIKESHUS TJ1a3).

B UncyabT. HeckonpKo AeTei MepexIIi HHCYIHTONOA00HBIE SIH30/I5]
(stroke like episode, SLE) nnun nmemudeckuii vHCYa6T. OgHAKO
noo0HbIe CiTydan KpaiHe peIKu: 0 CHX MOp OHH HaOII0aIiCh II0CIe
HeOOIBIION TpaBMBbI roJ1oBhl y feteit ¢ GOF-BapuanTom u cemeitHol
TeMUIIETHYeCKON MUrpeHbto nepsoro tuna (FHM1).



