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Y1o Takoe PCDH19-accoummpoBaHHas anusiencus?
PCDH19-accoummpoBaHHas anunencus — peakoe reHeTnyeckoe 3abonesaHne. OHa Takxe
M3BECTHa Kak PCDH19-accoymmpoBaHHas 3rmm/ercus C KnacTepHbIMU 3MUNENTUYECKUMI
NpUCTYNamun, UAK Kak anunencus ¢ KNactepHbIMU 3NUNENTUYECKUMI NPUCTYNaMu,
OrpaHMyeHHas XXEHCKMM MoJIOM. XOTS B MEAMLIMHCKOMN NUTepaType 3achMKCUpoBaHO
Bcero okono 300 cnyyaeB PCDH19-accoUMMPOBaHHOM 3NMAENCUM, NPpeanonaraeTcs, Yto
OHa OTBeYaeT NpuMepHo 3a 1 % Bcex CrlydaeB NPOsIBNIEHNS 3MMencuM B Bo3pacTte Ao

3 net (Symonds, 2019). CnegoBaTenibHO, ¢ PCDH19-accoUMMpoBaHHOM anunencuen
CTanKM1BaOTCS ThICSUM NOAEN NO BCEMY MUPY.

PCDH19-accoummnpoBaHHas 3nusencus BO3HWKAET U3-3a U3MeHeHUs (Mnn yTpaTbl) reHa
PCDH19. 3mMeHeHus1 reHa PCDH19Taioke Ha3blBalOTCS NaToreHHbIMM BapuaHTamu (Tak Kak
3TV M3MEHEHMSI MOTYT BANATb Ha COCTOSIHME 340POBbS1), B BONbLUMHCTBE C/lyYaeB OHU
NPUBOAST K 3MuMencum y AeBoYeK. dNunentmyeckne npucTynbl, Kak NpaBuio, HaunHaTCs
B BO3pacTe OKOJO 8 MecsiueB M Y 60MbLUMHCTBA AeTel NposBstoTcs K 3 rogaM. OBbbIYHO
Npv 3TOM COCTOSHUM MPOUCXOAAT MNOBTOPSAIOLLMECS CEPUMN MPUCTYMOB, KOTOpbIE
NMPOAOHKAIOTCSA Ha NPOTSHKEHNN HECKOBbKMX AHEN. 3aTeM HACTYNaloT NPOAOIKUTENbHbIE
nepuoabl 3aTuibs. Y AeBoYeK C 3TUM 3abosieBaHMEM YacTo HabsloAalTCs pacCcTponCTBa
noBeaeHus, TPYAHOCTU B 0ByYeHUN NN HapyLLEHUS MHTENEKTa, KOTopble MOryT
0OCTaBaTbCs HEBbISIBNIEHHBIMU 0 BO3HUKHOBEHMS 3NMNENTUYECKUX NMPUCTYMOB.

Y Manb4ynkoB TOXe MOXET BCTpeyaTbCs PCDHI9-accoumMmMpoBaHHas SnMencus, HO O4eHb
peako. ITo cny4vaeTcs, Koraa MyTaums reHa PCDH19 nponucxoanT B NepUoL,
BHYTPUYTPOBHOro passuTusi pebeHka, yxxe nocne 3adyatusi. K cepeanHe 2020 roga B
MeAULIMHCKOW NTepaType Co BCero Mupa 6biio onucaHo Bcero 17 cnyyaes MyTauum
reHa PCDH19y naumMeHTOB MYXCKOro nona.
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Y10 TaKkoe reHbl U XpOMOCOMbI?
leHbl NpeacTaBnsaloT coboi
KUHCTPYKLUUN>»>, KOTOPbIMU Hall
OpraHu3M pyKoBOACTBYeTCS npu
BbIMO/IHEHNM OMpeaeNIEHHbIX

(yHKUMI, BKtOYASH KOHTPOSb

POCTa U pa3BUTUA.

['eHbl 06pa3yoT CNOXHYIO
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Knetka Xpomocoma OHK
Cell Chromosome DNA

CTPYKTYPHYIO €4MHNLLY,
Ha3biBaemyto AHK. AHK moxHo
CPaBHUTb C «KHUIrOW peLenToB» Afsl
CO3/aH1s XMBOro opraHu3mMa. 3710
HeobblYalHO AfIMHHAs MoJieKysna, KOTopasi C BUAy HaroMWHAET BUHTOBYHO JTECTHULLY.
«CTyneHbKu» 3TOW NECTHULbI COCTOSIT U3 NMap a30TUCTbIX OCHOBaHMii (A-T u -L1).
Mopsipok ocHoBanwi A, LI, T, T B Monekyne JHK koaupyeT cBoz NpaBus, No KOTOPbIM
pa3BMBaOTCS KIIETKM U BECb OPraHusM.
M3-3a cBOEN BHyWwMTENbHOW AnuHbl [IHK ckpyumBaeTcsi B cnvpasb U cobupaeTcs B
XPOMOCOMY, KOTOpasi YMELLAeTcsl B MMKPOCKOMUYECKUX KNETKaX Hallero opraHnsma.
BONbLWMHCTBO K/IETOK B OpraHM3Me yesioBeka cogepxat 46 XpoMoCcoM. lNapbl XpOMOCOM
0603HavaloTcst HoMepamm oT 1 0 22, a XpOMOCOMBI 23-i4 Napbl Ha3bIBaOTCS NONOBbIMUA —
OHW onpeaensitoT BUonorMyeckuin Nos (My>CKOM UM XKEHCKMIA). Y XKEHLMH 06blYHO ABe
X-xpomocoMbl (XX), @ y My>umH — no ogHoi X- u Y-xpomocome (XY) (npumep Habopa
XPOMOCOM MpeACTaBneH Ha n3obpaxeHun Ha cTp. 3).
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[ins co3AaHMsi CBOEN YHUKANBbHOW «KHUMM
PELIENTOB, COCTOSAILLEN M3 ABYX KOMUA

%
60NbLUMHCTBA FrEHOB, Mbl Hacneayem 23 \ 1
XPOMOCOMbI OT MaTepu u 23 — oT oTua. !

-

MocKosIbKy XpOMOCOMBI FPYNMUPYOTCS B '
napsbl, TO W reHbl B OpraHu3mMe L F
rnpescTaBnieHbl B ABOMHOM Habope. TakuMm ,{ "
o06pasoM, B napax xpomocom c 1 no 22 '
MMEETCS MO ABE KOMWUN KaXAoro reHa, a 'y

XeHwmH (XX) no ase KONuM Kaxxaoro reHa !'
cofepXaTcs U B X-XpOMOCOME. Y MY>XUUH n u -

MPUCYTCTBYET TOMbKO OfHA Konusl X-
XPOMOCOMbI 1, HECMOTPS Ha TO, UTO B Y- Py ae P T §
XPOMOCOME COAEPXKATCSA HEKOTOPLIE FEHbl, - = " !

NPUCYTCTBYIOLLME U B X-XPOMOCOME,
6onbLuas 4acTb reHoB X-XpOMOCOMbl He XpOMOCOMHbl€ napel 1-22, X n'Y
npeacTasneHa B Y-xpomocome. [oaTomy B (Y My>xunH)
X-XpOMOCOME Y MY>XUMH UMEETCS HOsIbLLOM

Habop reHoB, NPUCYTCTBYIOLUMX B €ANHCTBEHHOM 3K3eMnnape. PCDH19 Haxoautcs B X-
XPOMOCOME U Yy MY>XXUMH NpeaCcTaB/ieH B e4MHCTBEHHOM 3K3eMnsipe.

X-CUensieHHoe HacneaoBaHue
Manbunku (XY) HacneaytoT X-XpoMOCOMyY OT MaTepy,
a Y-xpoMocoMy — OT oTua.

/ \ / \ Y nesouek aBe X-XpOMOCOMbI: OfiHA OT MaTepu 1
oAHa oT oTua. l'eH PCDHI19 ecTb y HUX B 06eunx X-
XpoMocoMax. HecMOTpst Ha TO, YTO B K/IETKax

\ / XKEHCKOro OpraHu3Ma coaepXxuTcs no Ase X-
XPOMOCOMBbI, TOJIbKO OAHa 13 HUX MOJIHOCTbIO
aKTMBHa. JTO NponcxoanT 3a CYET npoLecca

VHAKTMBALMM X-XPOMOCOMbI, KOTOPbIN He
¥ No3BONsET 06€MM XPOMOCOMaM 6biTb MOHOCTLIO
v AKTVUBHBLIMW B NPEAenaxX OfHOW KIETKM.

) ®

BONbLWMHCTBY BbISIBNIEHHBIX HA CEMOAHALHMIA AeHb X-CLenneHHbIX 3aboneBaHuii
NoABEPXKEHbI MANTbUYMKKM, TaK KaK y HUX BCEro ogHa X-XxpoMOcoMa, crnefoBaTesibHO —
OfHa KOMusl COOTBETCTBYIOLWEro reHa. [leBoukn pexe 6oneoT X-cuenieHHbIMK
3aboneBaHNAMK, NOCKOSIbKY Y HWUX NPUCYTCTBYET BTOpas (He noBpexaeHHas) X-
Xpomocoma.

PCDH1%-accoumnpoBaHHas anunencus, HaobopoT, BCTPeYaeTcsi B OCHOBHOM Y 1IeBOYEK,
KOrfia B OHOV M3 ABYX KONWI reHa PCDH19 NpUCYTCTBYET NaTOrEHHbIN FreHETUYECKMI
BapuaHT. XKeHLWMH Ha3bIBalOT reTepo3nroTHbIMK Mo reHy PCDHI1Y, NOCKONbKY Yy HUX eCTb
[BE pasHble Konun reHa PCDH19 («reTepo» 03HAYaeT «PasHbli, PasfMYHbIA», 3UroTOM
Ha3blBaeTCs KneTka, cpopMMpOBaBLLAACS Noce CAUSHUS CrnepMaTo3omnaa u
ANLIEKNETKN).

Manbumkm, yHacneoBaBLUKe X-XPOMOCOMY C MyTauuen reHa PCDH19, cuuTatoTcst
340pOBbIMMU. MyXUMH Ha3bIBaKOT reMU3UroTHbIMKU NO reHy PCDH19 (To ecTb B X-
XpOMOCOME MpefCTaB/eHa BCEro 0OAHa KOMWS MreHa; «reMu» 03HayaeT «MOSIOBUHA»).
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300pOBbIN OpraHM3M MY>CKOro nosia ¢ MyTaumen reHa PCDH19 cuntaeTcs HOCUTENEM
PCDH19-accoummnpoBaHHo anunencum (To ectb, HECMOTPS! Ha TO, YTO MY>4YMHa-
HOCUTESb CaM He BONeH 3MNUencuUel, OH MOXET nepeaaTb MyTUPOBABLLMIA FeH CBOEMY
NoTOMCTBY, TOrAa Y AETEN MOXET pa3BUTLCA 3Ta 60M1e3Hb). Ecnv naToreHHas MyTaumst
reHa PCDH19 He nepepanacb pebeHKy My»)CKOro rosia oT poauTenei, a npousoluna
nocne CIMSIHNMS FTEHETMYECKOro MaTepunana poaMTenen u aanee Ha sTane paHHero
pa3BuUTUS, TO 601E3HL MOXKET MPOSIBUTLCS M Y MalibYMKOB.

X-xpoMmocoma u reH PCDH19
leH PCDH19 pacnonoxeH Ha AnvHHOM nede (q) X-xpomMocoMmbl 22.1 (OH oTMeuYeH
PO30BOI MOMOCOM Ha PUCYHKE HIDKE).

X-xpomocoma
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KopoTkoe nneyo (p) AnnHHoe nneYyo (q)

e PCDH19 koavpyeT ofHOVMMEHHBIN 6enok. Ecnu reHbl npeacTasnsioT coboi
KUHCTPYKUMU» AN KNETOK, TO 6enku cnyxaT Ans BbiNO/IHEHWS OnpeAeneHHbIX 3a4auy.
Benok PCDH19 BakeH, MOTOMY YTO MPU €r0 y4acTUM KIETKMU Mo3ra (HeMpoHbI)
yCTaHaBNMBAIOT CBA3b C APYrMMU KNETKaMM, a Talkoke NepeMeLLaloTcs B npouecce
pa3suTna Mo3ra. [[onHoe Ha3BaHue reHa PCDH19 — npotokaarepuH-19 — oTpaxaeT
yHkuMIo camoro 6ernka (Kanbumnii-3aBucMMast aaresus)].

Ans yero HyxxeH 6enok PCDH19?

O dyHkumsx 6enka PCDH19 n3BecTHO Mano, HO npeanonaraeTcs, Y4To 3TOT 6e1oK MOXeT
urpaTb BaXKHYI0 posib B HOPMMPOBaHMM MO3ra Ha paHHUX CTaausx pa3sutus. Tak, 6enok
MOXET y4acTBOBaTb BO B3aMMOAENCTBUM KIETOK Mexay Coboi 1 B UX NPUCOEANHEHUN K
coceaHuM knetkaM (6enok PCDH19 neiiCcTBYeT Kak Nvnyyka, yaepxuBas BMecTe
kneTkun). benok PCDH19 MOXeT Takke y4acTBOBaTb B NMepeMeLleHU HEMPOHOB
(MUrpaums HeiipoHOB), BO B3aMMOAEWCTBUM HEMPOHOB MeXay co6oi 1 ¢ ApyrMu
BMAaMM KNeTOK (YCTaHOB/IEHME HEMPOHHBIX CBSI3EM M HEPOMNNIAaCTMYHOCTD), @ TaKxKe
MOXET BNUSTb Ha hopMy HelipoHOB (Mopdosiorusi HEMPOHOB).

Kakue reHeTnuyeckue namMmeHeHus Bbi3biBatoT PCDH19-

acCoOLMUPOBAHHYIO 3NUJIENCUI0?

B nokyce reHa PCDH19 MOXET BCTpeUaTbCsl MHOXECTBO M3MeHeHui AHK. Ha ceroaHsiwHuiA
AeHb onucaHo 6onee 140 pasnuyHbIX NAaTOreHHbIX BApUaHToB reHa PCDH19. OpHv npuBoasT
K HEeAOCTaTO4HOMN BbipaboTke 6enka B ykopoUeHHol dopme (yceueHHoro 6enka). Toraa
roBOPSAT O «MyTaLMsX YKopodeHus 6enka 1 notepe ero yHKLMOHANbHOCTU.

B pesynbTaTte Apyrux MyTaumii MOryT M3MEHSTbCS (hyHKUMM BblpabaTbiBaeMbIX 6EMKOB.

Mpy HEKOTOPbLIX BUAAX MyTauui 6ok, 3a MPOM3BOACTBO KOTOPOro OTBEYAET
NMOBPEX/EHHbI Y4acTOK reHa, nepectaeT BblpabaTbiBaTbCs BOBCE.

CTeneHb UcKaXxeHUs 6erika 3aBUCUT OT 0COBEHHOCTEN KOHKPETHBIX NMaToreHHbIX BapuaHToB B
reHe, a TakXke OT TOrO, HAaCKOJIbKO 3aTPOHYThI KOAMPYHOLWME Y4acTku. Koanpyowmmm
y4acTKaMm1 Ha3blBalOT YacTU reHa, KOTopble coaepXaT UHOPMaLMIO O NPaBUIIbHOM
nocnegoBaTesIbHOCTU aMUHOKUCIIOT B npOVI?;‘rBO,D,MMOM 6enke (aMMHOKMCIOTbI MOXXHO



CpPaBHUTb C «KKMPMUYMKaAMM», U3 KOTOPbIX CTpoaTca 6enkn). MeHeTnyeckne BapuaHTbl 6biBatoT
cneayowmnx BUAOB:

MucceHc: NoxoX Ha oneyaTky B peuenTe. Hanpumep, «aobaBbTe HEMHOMO IMCa» BMECTO
«f06aBbTe HEMHOro puca». MNpu TakoW MyTauumn nocneaoBatenbHocTb AHK naMeHsieTcs u
6onblle He KOAUPYET HYXXHYIO aMUMHOKUCNOTY, B pe3y/ibTaTe Yero BoipabaTbiBaeTcs
6enok, yHKUMM KOTOPOro MOryT OT/IMYATLCS OT TEX, KOTOpble OH AOHKEH Obin
BbIMOJTHATb.

HoHceHc: NoXoX Ha TOYKY B CepeaunHe npeanoxenus. Hanpumep, B peuente HanucaHo
«aobaBbTe HEMHOr0.» BMECTO «A06aBbTe HEMHOIro puca». Ha yyactke IHK B aToM MecTe
dopmMupyeTcsa cton-curHan (Tam, rae ero He AOJIXXKHO 6bITh), BCNIEACTBUE YEro BCe
nocneayowme aMMHOKUCIOTEI HE NMPUCOEAMHSIIOTCS K 6enKy. ITO 03Ha4aeT, YTo
npou3BeseHHbIl 6enok 6yaeT kopoye, YeM A0MKEH BbiTb, M 3TO MOBAUSIET Ha €ro
yHKUMOHUPOBaHWeE, NMnbo OH MOXeT BoobLe nepectaTb BblpabaTbiBaTbCs (MOTOMY YTO €CTb
MeXaHW3M, pa3pyLuatolwmin 6ekM HeCTaHAAPTHOM ANUHBI).

CABMI paMKM CYMTbIBaHUS — Takasi NoTepst Uu npudasneHne 6yKB B reHe, Npyu KOTOPOK
«peuenT» HEeBO3MOXHO MOHSATb M3-3a CMeLLEHMS CnoB 1 Npobenos. B pesynbTaTe Kak 6bl
TepsieTcs CMbIC Npeasioxenns. Hanpumep, «aobaBb TEHEMH Oropu ca» BMecTo «aobaBbTe
HEMHOro puca». B 3TOM cniyyae reHeTUYECKUI Kof yTpaunBaeT CUHXPOHM3ALIMIO, MO3TOMY
ans hopMmpoBaHus 6enka oTbmpaloTcs HenpasBuiibHbIE aMUHOKMCNOTEI. B pesynbTate
NONY4YeHHbI 6eM0K MOXET (hYHKLIMOHMPOBATb MHAYe UK, Yalle, He pyHKLUMOHUPOBATb
BOBCE.

CyLlecTBytOT M Apyrue, MeHee pacnpoCTpaHeHHble NaToreHHble BapuaHTel PCDH19, B TOM
yncne pasnnyHble Jeneunm, MHCepLMn U AynavKaumm.

BOMbLIMHCTBO NaTOreHHbIX BapuaHTOB reHa PCDH19, BbISBNEHHBIX Ha CErOAHSILLIHWUIA AeHb
(2020 r.), npeacTaBnsalOT CO60M MUCCEHC- N HOHCEHC-MYTaLMK, PacriofioXXeHHbIE B Havane
reHa. KpoMe Toro, CyLlecTBYIOT FreHeTUYECKNE U3MEHEHUS, BbisiBNIeHHbIe B reHe PCDH19,
KOTOpble CYMTAOTCA «A0O6pOKaYeCTBEHHBIMU», TO €CTb U3MEHEHNS B FEHETUYECKOM KoAe He
BNEKYT 32 cO60M U3MEHEHWIA B CTPYKTYpe 6€enKka 1, CriefoBaTeNbHO, HE BAUSAIOT Ha 3/10pOBbe
1 pa3Butne pebeHka.

Y BCcex 11 AeBOYEK C NaTOreHHbIM BapuaHTOM B reHe PCDH19 ectb npobnembl

€O 3A0pOBbEM?

Mpobnembl CO 300POBLEM BCTPEYAIOTCS HE Yy BCEX AEBOYEK C MyTauusiMn B reHe PCDHI9.
CyLuecTByeT TaKoW nokasaTesb Kak NeHETPaHTHOCTb, KOTOPbIV U3MepSIeT CTeneHb pucka
pa3BUTUS OTKIIOHEHWI Y NOAEN C MaTOreHHbIMK BapyaHTaMu. MeHeTPaHTHOCTb NaToreHHbIX
BapvaHToB PCDH19 coctaenseT 90 % (Dibbens, 2008; Kolc, 2020), To ecTb npeanonaraeTcs,
yto y 10 % peBoyek ¢ MyTaumeit PCDH19 He byaeT npobrnem co 340poBbeM (Bpauu
Ha3bIBaIOT TAKNX AEBOYEK «HEMEHETPaHTHbIMM»). [10 KOHLUA He U3y4YeHO, NoYeMy HEKOTOpbIE
[IEBOYKM He NoABEPXEHbI BIMSHWUIO NAaTOreHHbIX MyTauui PCDH19. TIpUYMHON 3TOMY MOXET
6bITb Kak YHUKaJIbHbIN FrEHETUYECKUI (DOH KaXKAOro YesioBeka, Tak U, BEPOSITHO, YHUKAbHBIN
naTTepH MHaKTUBaLUUM X-XpOMOCOMbI, 0CO6EHHO B pa3BMBaOLLEMCS MO3re.

Kpome Toro, CywecTBytoT AaHHblE, MOATBEPXKAAOWME, Y4TO Honee no3gHee Havano
3NWMNENTUYECKMX NPUCTYMNOB CMSIrYaeT CTeneHb NPOSIBIIEHNS 3aepXXeK YMCTBEHHOIO
pasBUTMS U PacCTPOMCTB NOBEAEHMS. TakxKe M3BECTHO, YTO NMpu 6osiee YacTbiX
3NMNENTUYECKMX NpUCTynax Npobnembl CO 340pOBbEM OKa3biBaloTCs 6onee cepbe3HbiMU
(Kolc, 2020). XoTs npv anuIencum, Boi3BaHHOM MyTauueln reHa PCDH19, kak npaBuno,
HabsoaaeTcs HopManbHOE PasBUTUE HA paHHUX 3Tanax, npubnuanTensHo 20 % aeTei
CTaNKMBAIOTCS C 3aA1E€PXKKO B Pa3BUTHM, KOTOpasi MPOSIBASIETCS eLle A0 Havyana
anunenTudeckmx npuctynos (Kolc, 2020).



ManbumkmM ¢ naToreHHblM BapmaHTom B rene PCDH19

ManbuvkK, yHacnegoBaslune X-XpOMOCOMY C HapyLueHveM B reHe PCDH19, He noaBepXXeHbl
PCDH19-accoummpoBaHHoit anunencum. OfHako MyTauun B reHe PCDH19, npousolueawime
rocrie 3a4aTusi U Ha paHHKX 3Tanax pas3BUTHS MasbyvKa, MPUMBOAST K TakKoW xe CUTyauum,
YTO W Y AEBOYEK C MATOreHHbIM BapuaHToM PCDH19. 3TO NpouCcXoanT NOTOMY, YTO B TakOM
CJly4ae yacTb KNEeTOK B OpraHWM3Me Masibumka COLEPXXUT HEMOPaXXeHHbIM reH PCDH19, a
YaCTb — MOPaXXeHHbIN. ITO SIB/IEHWE HA3bIBAETCA «COMATUYECKUIA MO3anLIM3M>», MOCKOSIbKY
M3MEeHEeHWe reHeTMYeCcKon Noc/IeAoBaTeNIbHOCTY NPOUCXOAUT B COMaTUYECKON KIeTKe
(comaTnyeckme KNeTkn — 3TO KJIETKU, U3 KOTOPbIX COCTOUT Hall OPraHn3M), a He B
MosIoBOM (AiLeKNeTKe unm cnepmaTosomnze). Mpy 3TOM TKaHU OpraHu3Ma SIBMSKTCS
MO3aWYHbIMM, TO €CTb B HEKOTOPbIX K/IETKAX COAEPXKMTCS MaToreHHbIN BapuaHT reHa, a B
HEKOTOPbIX — HET.

B xoAe cpaBHEHUs! KIIMHUYECKON CUTYaLMK 8 MY>XUMH C MO3aUYHbIM BapuaHToM PCDHI9w
90 >XEHLUMH C reTepo3uroTHbIM BapuaHToM PCDH19 6bin0 yCTaHOBNEHO, YTO OHW UMEIoT
CXOXME KJIMHUYECKME CMMMTOMbI M Npobnembl co 3aopoBbeM (Kolc, 2020).

Pe3yn bTAaTbl FrEHETUYECKOro Tecrta:

Mpu npoBegeHun TecTa B NOCNEA0BATENbHOCTU reHa

PCDH19 66110 06HapY>XEHO MHOXECTBO M3MEHEHUIA,

NpUBOASALLMX K pa3BuTuio PCDH19-accoLmpoBaHHOM :
anunencuu. CekseHnposaHue JHK (ans B3pocnbix i
NMauMeHTOB M UX AeTel) NpoBoAMTCS B nabopaTopusix
MOJIEKYNIIPHOM AMArHOCTUKK. B crniyyae BbisiBNeHNS
NaToreHHOro MM BEPOSITHO NAaTOreHHOro BapnaHTa B
PCDH19 B oTueTe nabopatopuun aenaetcs
COOTBETCTBYIOLAs 3anncb. B HEKOTOPLIX Cry4vasx
6bIBaeT HESICHO, BbI3bIBAET /I TOT UM MHOW BUA
MyTaumu Kakue-nmbo HapyLleHus B 2 2
beHKLl,VlOHleOBaHVlVl reHa PCDH.Zg " KOﬂMpyeMOFO UM Unmioctpaumn Freepik Stories: https://stories.freepik.com/
6enka (Takme reHeTUYECKME U3MEHEHMUSI Ha3blBaOTCS BapMaHTaMM HEU3BECTHOM
KJIMHUYECKON 3HAUYMMOCTK). BO3MOXHO, Bbl MONYYMSIN pe3ynbTaT reHeTUYECKOro TecTa,
KOTOPbIN BbIFISAUT NPUMEPHO TaK:

p-Asp558His (D558H) (GAC>CAC): ¢.1672 G>C in exon 1 of the PCDH19 gene
(NM_001184880.1)

p. 0603Ha4aeT n3MeHeHve B CTpyKType 6enka (protein — 6enok);

Asp558His acnaparmHoBasi kncnota (aMMHokmcnoTa Asparatic acid) B no3uumm 558 6enka
6blna 3aMeHeHa Ha aMMHOKUCNOTY ructuamH (Histidine);

(D558H) anbTepHaTMBHAA 3anuncb NpeabiayLero nyHKTa.
D ncnonb3yeTcs Ans 0603HaYeHust acnaparMHoBoi KUcnoTel; H — ans
0603HayeHns rTMCTUANHa;

(GAC>CAC) atnmm 6ykBammu obo3Ha4aetcs nsmeHeHume B HK.
MocnepoBaTenbHOCTb HykneoTMaos GAC 6bina 3aMeHeHa Ha
nocnegosatensHoctb CAC;

C. 0603HauaeT To e caMoe M3MEHEHWE B KOMIJIEMeHTapHoM (complementary)

nocnegosatesibHoCTM JHK;

1672 nocneaoBaTeNbHOCTb HYK1eoTMAOB Obila n3MeHeHa B nosuunm 1672;

G>C Hykneotua lNyaHuH (Guanine) 6611 3aMeHeH Ha LiutosnH (Cytosine);

exon 1 N3MEHEeHWe NMoceaoBaTeNbHOCTM NPOM30LLO B 1 3K30He nccnegyemoro
reHa
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PCDH19 Ha3BaHWe NopaXKeHHOro reHa

(NM_001184880.1) koa anst 0603HaYEHMSI NMPUMEHEHHOWN KOHTPO/bHOW (pechepeHCHO)
nocnegosatenbHoctn. NM obo3HauaeT PHK, koampytowyto 6enok, 001184880 —
UAEHTUHOUKALMOHHBIN HOMep, .1 — HOMep BapuaHTa NocneaoBaTeNbHOCTU.

MoueMy 3T0 NponsoLwwno?

MoyTK y NOMOBMHBI BbISIBNEHHBIX K HacTosileMy BpeMeHu (2020) aetent ¢ PCDH19-
ACCOLMMPOBAHHOM 3MMIENCMEN B poay YXe bbinn clyyam anuiencmum, a NaToreHHbIN
BapuaHT PCDH19 oHM yHacne[oBaaun OT OAHOro U3 poauTenel. Y ocTanbHbIX AeTeN
MaToreHHbIV BapuaHT PCDHI19 nosisuncst Bnepsble (de novo).

Y Kaxgoro 4enoseka ectb naMeHeHus B IHK, koTopble npomMcxoasT npu KOnMpoBaHuu
XPOMOCOM ¥ 06pa30BaHNM KNIETOK. ¥ KaXXAoro U3 Hac NpUCYTCTBYIOT reHeTUu4YecKkune
BapuWaHTbl, KOTOPble He BbifM yHacne[oBaHbl OT poanTenei, 60/bLUMHCTBO U3 HUX
6e3BpesHbl U He BAWSIOT Ha 340pOBbe U pa3BuThe. K reHeTMYeCcKoMy OTKIIOHEHUIO
NPUBOASAT TOJIbKO U3MEHEHUS B BaXXHbIX MOC/eAoBaTebHOCTAX Hykneotuaos AHK,
Y4YacTBYIOLMX B pPerynsummn npouecca pocta U passButus. Takue MyTauum HasbiBaloTCs
NaTOreHHbIMU, U Ha AaHHbIN MOMEHT GOMNBLUMHCTBO U3 HUX OBHAPY)XXEHO B reHax,
KOAMPYIOLWNX BaXKHble 6enku.

Poautensam BaXKHO NOHMMAaTb, YTO OHWM HUKAK HE MOrN NPeaoTBPaTUTbL 3TN FreHeTUYecKue
M3MeHeHUs. 3MeHeHust reHa PCDH19 He cBsi3aHbl C OKpY>XXatoLLEen cpesio, ANETON nnn
06pasoM XM3HW, U HUKaKWe AEUCTBUS poauTenel 40 UM Bo BpeMsi 6epeMEHHOCTU He
MOINM MOBNUSATL Ha MOSIB/IEHWE U3MEHEHWI B FrEHETMYECKOM Koze pebeHka.

Mo)xeT 1n 3T0 NPOM30iTH CHOBaA?

BeposaTHOCTb poxxaeHus ewe oaHOro pebeHka ¢ peAkMM reHeTMdecknM 3abonesaHnem
3aBWCUT OT TOrO, MPUCYTCTBYIOT JIM FeHeTUYeCKkMe u3MeHeHnsi B IHK poauTenei.
HeobxoanMo ycTaHOBUTbL NPUPOAY NaTOreHHoro BapnaHta PCDH19 — yHacneaoBaH M OH
OT MaTepu MM OT 0TUA, UK XKe NosABUIICS Y pebeHka BnepBble, HE3aBUCMMO OT reHoMa
poauTenein.

Ecnu natoreHHblit BapnaHT PCDH 19 Hacnepyertcs oT MaTepu

X X XeHwwHa ¢ MyTauwuelt B reHe PCDH19c

BepoSTHOCTLIO0 50 % nepegacT cBoUM

6yaywmm aetam (M goyepsiM, U CbIHOBLSIM)
nMbo HenoBpexaeHHY X-xpoMocomy, nmbo

B nonosuHe cnyyaes B nonosuHe cnyyaes X-XpoMOCOMa C HenoBpeXAEeHHbIM FreHOM
[o4yepu yHacneayoT CbIHOBbS YHacneayoT PCDH19
1, BEpOSITHO, ByayT HO, CKOpee Bcero,

60nbHbI 6yayT 340pOBbI




Ecnu natoreHHbli BapmaHT PCDH19 Hacnepyetcs oT oTua

My>XUMHBI NepeaaloT X-XpoOMOCOMY KaXaow
fo4yepu, a Y-XpOMOCOMY — KaX[OMy CbIHY.
My>KkuMHa ¢ naToreHHbIM BapnaHToM PCDH19
nepenacTt CBOW BapuaHT reHa BCEeM [04epsiM.
3TO 3HAYUT, YTO CYLLECTBYET BbICOKast

X_ Y BEPOATHOCTb pa3BuUTUA y AeBodek PCDHI19-

y accoumMmpoBaHHo anunencumn. Mockonbky

MY>XYMHA C NATOreHHbIM BapuaHToM PCDH19

~ nepeaaeT CBOMM CbIHOBbSIM Y-XpoMocoMy (a
He X-XpOMOCOMY), TO OHM He yHac/eaytoT
OTLIOBCKYIO MOBPEX/AEHHYIO KOMUIO reHa
PCDH18.

X X XY XY

Bce gouepw, koTopble HWKTO W3 CbHOBEN He
yHacrnegyot yHacrezyeT naToreHHbii
, Bapu1aHT rexa,
ckopee Bcero, byayT ClefoBaTenbHo, OHM He | X"XPOMOCOM3 C HEMOBPEM[JEHHEIN TEHOM
noaBepIKEHbI 6yayT noaBepIKeHbl PCDH19
OTKNIOHEHUIO OTK/IOHEHUIO

MpYMEPHO Y NOMOBWHBI XEHLWMH C PCDH19-accoLMMpPOBaHHON 3MnMencuen B cEMeriHOM
aHaMHe3e He HabntoaaeTcs 3Tol 60ne3HN. Y BOMBLUMHCTBA M3 HUX 06HapyXXMBaeTCst
HOBbIN (de novo ) naToreHHblin BapuaHT PCDH19, He yHacnefoBaHHbIN OT poauTenei.
OpHako poauTenn MoryT rnepeaaTb reHETUYECKOE 3MEHEHWE, AaXe He 3Hast O ero
Hanuumm y cebs, NOCKOSbKY MHOrAA reHeTu4eckne MyTauum NpUCyTCTBYIOT TOMbKO B
crnepMaTo3ounaax Unu siuekneTkax (MX Unm nosioBbiMU KIEeTKaMu Uimn KieTkamm
3apoAbILLEBOW JIMHUK), HO OTCYTCTBYIOT B OCTaslbHbIX K/IETKAaX OpraHu3Ma (Ha3blBaeMbixX
COMaTMYEeCKMMM KNeTKaMu). Takoe SiBNeHNe U3BECTHO KakK MO3auumu3M KIeToK
3apOAbILLEBO JIMHWUM UM TOHAZAHbIN MO3anLM3M. MOCKObKY NaTOreHHbIN BapuaHT
OTCYTCTBYET B COMaTUYECKUX KNIETKAX poauTenen (HanpuMep B KJIETKax rosl0BHOMO
MO3ra), Y HUX He BblBaeT anMNenTUYEeCKNX NPUCTYNOB UK Apyrux cuMntoMoB PCDH19-
ACCOLMMPOBAHHON 3nuencumn. Takke 3MEHEHNSI FTeHa OTCYTCTBYIOT Y HWX B KIETKax
KPOBM, NO3TOMY pe3ynbTaT MreHETUYECKOro aHanusa Kposn byaeT oTpuuaTenbHbIM.

B TakoM cnyyae y napbl MOXeT poauTbCS elle oanH pebeHOoK C 3TUM ke BapuaHTOM reHa,
[laXe ecnn reHeTUYeCkUin TecT, CAeNaHHbI Ha MaTepuane KpoBM, Nokasan, YTo
poauTENN He ABNAIOTCA HOCUTENSIMU U3MEHEHHOMO reHa. Mo3anumnsm KneTok
3apOAbILLEBOW JIMHUK BCTPEYaeTCsl oueHb peAKo (06bIYHO ero BEPOSITHOCTb
oLeHmBaeTcs B <5 %). OfHaKo pyUCK poXzaeHust cneaytollero pebeHka ¢ MyTaumen reHa
y Napbl C MO3auULM3MOM KNETOK 3apOAblLLEBON IMHUM MOXET CUIbHO BapbMpOBaThCS B
3aBMCMMOCTU OT KOJIMYECTBA MOJIOBbIX KIETOK, HECYLUMX NAaTOreHHbI BapuaHT PCDH19.
Ecnu myTaums Bo3HMKaeT Ha 6onee paHHeM 3Tane pa3BuUTUS MOMOBbIX KNETOK, TO
YyacToTa 3aboneBaHns B NOTOMCTBE ByaeT Bbille, MOCKONbKY 60Mbluee KOIMYeCcTBo
KNETOK COAEPXUT NaToreHHbI BapuaHT PCDH19.

B cBSi31 C HeO6bIYHbIM XapaKTepoM HacneaoBaHus PCDH9-accoLMMpPOBaHHOM
3NWMNENCMN BaXKHO Npeasaratb CEMbSM KOMMNEKCHOE reHeTUYECKOe KOHCYIbTUPOBaHWe,
0CcO06EeHHO eCciv OHW NNAHUPYIOT elle oaHy HepeMeHHOCTb. VX AeTaM, yxxke BO B3pOC/IOM



BO3pacTe, Takxe A0/MKHbI ObiTb NpefoCTaBNeHbl KOHCYbTaumm. MNockonbKy ans
MasibyMKoB, POXAEHHbIX MaTepblO C MATOreHHbIM BapuaHToM reHa PCDHI19 , BepoSiTHOCTb
YHacnenoBatb MyTaumio coctaBnseT 50 %, 0TMEUAETCS BbICOKUI PUCK POXKAEHUS Y HUX
fouyepein ¢ PCDH19-accoummpoBaHHON 3nuencueit aaxe ecim y HAX CaMmUx OTCYTCTBYHOT
€e nposiBNeHns.

Kak yacrto Bctpevaetrca PCDH19-accounmpoBaHHas anunencus?
Anunencus, cBa3aHHas ¢ MyTaumei reHa PCDH19, bbina BnepBble KIIMHUYECKM OnucaHa B
1971 ropgy (Juberg & Hellman, 1971) kak paHHee HacneACTBEHHOE 3MNUEeNTUYECKoe
PacCTPONCTBO, NPOSIBASIIOLLEECS NPU MOBLILEHNM TEMMNEPATYpPhl 1 BCTpeYyatoLeecs
TONbKO Y XXEHLUMH. MPUYMHHBIN reH 6bin naeHTUdMUUMpoBaH noyTy 50 neT cnycrs B xoae
HabsloAeHUs BCe TOM e CeMbM, onmcaHHoi B 1971 rogy, u elle WwecTy ceMen ¢
NMOXOXMMKU CUMMNTOMaMM M TUNoM HacnegosaHus (Dibbens, 2008). Bnocneactsum 6bino
BbISIB/IEHO HECKOJIbKO MY>XUMH C MO3auumM3MoM reHa PCDHI19, y KOTOpbIX CUMMNTOMbI 6b11n
CXOXMW C CUMMTOMaMM XEHLUMH, KOTOPbLIM 6bl1 ANArHOCTMPOBaH 3TOT BMA SNWUENCUM.
PCDH189 cunTaeTcs 0gHUM M3 Hanbonee KIMHMYECKN 3Ha4YMMbIX FeHOB 3NuUencum, Kotopas
nopaxaeT oT 15 000 go 30 000 yenosek B CLLA 1

okono 1000 yenoeek B Asctpanuu (Homan, 2017). o

B npowwnom npoeeaeHne reHeTM4eckoro =%
TEeCTUpOBaHMWs Bbl1I0 CNOXKHBIM NMPOLIECCOM,

3aHVMaIoLWMM MHOIO BpeMeHU 1 Tpebyrowmm 60bLmx 'J -~
3aTpart. 3a nocnefHue roabl 3HaYMTENbHO yayyLniach LA
[AMarHocTuKa 6one3Hel, a Takxke yAanocb YMEHbLINTb 7/

3aTpaTtbl Ha TECTUPOBAHWE, YTO MO3BOINO L
cneumanucTaM yaule NpuMeHsTb reHeTu4eckoe LV P
TecTMpoBaHue. BeposiTHO, Tenepb NaToreHHble

BapvaHTbl reHa PCDH19 6ynyT BbISIBNEHbI Y

6onbluero yncna noge.

He Jil aBHee No |'|y nsa Ll,VlOH Hoe uccne, AO BaHue Wimoctpauym Freepik Stories: hitps.,/stories. freepik.com/
onpegenuno PCDHI1%-accoummpoBaHHYHO

3NWMNENCUIo Kak oaHy 13 Hanbonee

pacnpoCcTpaHeHHbIX MOHOFEHHbIX 3MUMENCUI y AeTel Miaawero Bo3pacTa C YactoTon 1

Ha 20 600 poxaeHHbIX AeBoyek (Symonds, 2019).

MoxHO nu BblleunTb PCDH19-acCOLMNPOBAHHYIO SNMUIENCUIO?

Ha aaHHbIN MOMEHT He CyLeCTBYET M3BECTHbIX CNOCOOOB IeUeHMst SMUENCUN, CBS3aHHON
C MyTaumein reHa PCDH19. HabntofeHve naumMeHToB C SNUNENncUen AOMHKHO OCYLLECTBIISTLCS
[IETCKMM HEBPOJIOrOM WK NeamaTpoM, KOTOPbIN CNeLmManmsnpyeTcs Ha anuiencumn. PaHHss
[ANAarHOCTUKa 0COBEHHOCTEN Pa3BUTUSI U MOBELAEHMS, @ TAKKE KOPPEKLMS
06pa3zoBaTenbHbIX NPOrpaMM NMOMOIyT AETSIM MOSIHOCTbIO PaCKpPbiTb CBOM KOTHUTUBHBIN 1
couManbHbIN NoTeHUMar.

PoanTensam pekoMeHayeTcs He3amMeanuTeNbHO MPOKOHCY/IbTUPOBAaTLCS C evallmm
neaMaTpoM Uy AETCKMM HEBPOJIOrOM MO MOBOAY 3MMAENTUYECKUX NPUCTYNOB,
BO3MOXXHbIX TPYAHOCTEN B 0BYUYEHNM U PacCTPOUCTB NoBeAEHMSI, YTOObI

BCE 3TM CUMMNTOMbI MOXHO 6bI/I0 KOPPEKTHO AMArHOCTUPOBATb M HA3HAYUTb
COOTBETCTBYIOLUME METOAbI JIEYEHNS.
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Y HEKOTOPbIX NALNEHTOB NPUCTYIbI
PCDH19-accoumMmpoBaHHON 3NUNencum ¢
TPYyAOM NMoAAaloTCa KOHTPOSTHO.
Ony6numkoBaHHbIX Nnauebo-
KOHTPOAMPYEMbIX UCCEA0BaHUI MOKa
HET, 0AHaKO HeJlaBHee pPeTpoCrneKTUBHOE
nccnefoBaHUe rnokasano, 4Yto
NneBeTupaLleTam oKasblBaeT
MONOXUTENbHBIN 3hdEKT NpU AaHHOM
oTknoHeHun (Sadleir, 2020).

PaHee 6bi10 yCTaHOB/EHO, YTO Yy AEBOYEK
C MyTaumsaMmn reHa PCDH19 HabnopaeTcs
AedunumnT cTepomaa ecTecTBeHHOro
NPOUCXOXAEHNUS — annonperHaHoioHa
(Tan 2015) KOMnaHMﬂ Marinus Wnnioctpaumn Freepik Stories: httMtories.freepik.com/
Pharmaceuticals B HacToslLLee BpeMs MPOBOAUT KIIMHUYECKMUE UCMbITaHUS npenapaTa
raHaKCoOJOH, KOTOPbIN SIBNSIETCS CUHTETUYECKMM aHa/loroM asionperHaHosIoHa.
[ononHuTeNbHYo MHbopMaLumio 06 3TOM MUCCef0BaHMM MOXHO HaUTK Ha caunTe:
https://www.clinicaltrials.gov/ct2/show/NCT03865732?
term=ganaxolone&amp;draw=2&amp;rank=3

MpoaomkatoTca nccneaoBaHnsa NOTEHUMANbHbIX MEXaHU3MOB U TepaneBTUYECKUX METOA0B
60pbObI C 3NMencuen, Bbi3BaHHOW MyTaumel reHa PCDH19. CeMbSIM pekoMeHayeTCs
MOCETUTb CalT O MyTaumsix reHa PCDH19, co3aaHHbIN B paMkax nporpamMmbl «FeHeTuka
6onesHel yenoseka» (Human Disease Genes Website Series) Ans nony4eHus akTyanbHOMN
MH(OPMaLIMM O TEKYLLMX UCCIEAOBaHMSX U NpoeKTax:

https://humandiseasegenes.nl/pcdh19/research-collaboration/.

PoauTtenu rosopsar:

 OHa oueHb nBUT

m 6anet, oboxaeT
“ 0 BbICTYNaTb Ha CLIEHE.
b Ona enobunace B
AN ) 6aneT, ysuaes
MMMNPOBU3NPOBAHHOE

Loy B MECTHOM
TOProBOM LIEHTPE BO
BpPEMS! MPa3fHMNKOB, 1 C
Tex nop 6e3 yma ot
TaHLEB M KpPacuBbIX
KOCTIOMOB.
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“ OHa nMo6UT noMoraTb. OHa 406pa K MIOASM 1

3360TUTCS 0 Hux. 16-meca4HbIN pebeHok

“ OHa HeBepoSTHO CToliKas, BONeBasi, Becenas 1 nackosasi AeBouka. Ecnu oHa pelwmna
YTO-TO CAENATH WU/IM YEMY-TO HAYUUTbCS, OHa HE CAACTCS W HE NMO3BOMUT MPUCTYnaMm u
06513aTe/IbHbLIM MpUYEMaM SIeKapCTB noMellaTthb ei. Mocne BCex anmnenTuyeckmnx
MpUCTYNOB, rOCNUTANM3aLMIA, KanenbHNL, U 3a60pOB KPOBU, KOTOPLIE /i MPULLIOCH
MepeHecTM, OHa No-NpexHeMy 06HMMaET Bpayel u MeacecTep, U B LIENIOM OHa OYeHb

cyactnmea.

“ Owna nbuT Nnaeathb, 3aropath, KaTaTbCs Ha Benocuneae.
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“Eif HpaBMTCS NMOMOraTh MaMe roToBUTb efly, OHa 060XaeT Npupozdy, pUcoBaHue v uBeThI!”
. . - -

ThRETEE | S ™

{

Kakue cumntoMbl HabnroparoTcs y nrogen ¢ PCDH19-accoummpoBaHHOM
anunencuen?

MyTaumu reHa PCDH19 BbI3biBalOT XapaKkTepHbIE CUMNTOMbI. Kak npaBuno, y AeTen ¢
HOPManbHbIM Pa3BUTUEM YXKe Ha NepBOM rody XXu3HW HabnaaTCs YacTble NPUCTYIbI,
3a4acTyto Bbi3blBaeMble UK yCyrybnsiemble >xapoM. MpumepHo y 95 % aeteit

¢ PCDH19-accoummpoBaHHOM anunencueil Hayano NpucTyna CBsi3aHo C NOBbILLIEHHOMN
Temnepatypo (Kolc, 2019). MpoucxoxaeHue anNMnenTUYecknx NpucTynoB 06bI4HO UMeeT
(okarnbHbIii, 04aroBbIi XxapakTep (TO €CTb OHM HAUYMHAKOTCS TOYEYHO B OZIHOM YacTu
mo3ra). CocTosiHne pebeHka 3aBUCUT OT TOro, Kakasi 4acTb MO3ra rnopakeHa.

[Jetn MOryT BbIrnsiAeTb UCMyraHHbIMKU, NpebbiBaTh B M3MEHEHHOM COCTOSHAM CO3HAHWS,
KOTOPOE COMPOBOXAAETCS! OLIENEHEHNEM UMW CYAOPOraMu PyKU/HOMM C OLHOW CTOPOHBI
Tena. Bo Bpems anunenTnyecknx NpucTynoB oyar NopaXKeHUst MOXeT pacnpoCTPaHATLCS U
3aTparueaTb 06a nonywapus Mo3ra, YTo NPUBOAUT K ABYCTOPOHHEMY napanuyy
(napanu3ytoTcs 0be CTOpOHbI TeNa) U CyjoporaM Tena M KOHeYHOCTeN (Takoe COCTOsHME
Ha3bIBaeTCS1 TOHMKO-KNOHUYECKUM 3MMAENTUYeCcKUM Npuctynom). MNpenotepaTtuTb
BO3HMKHOBEHME NPUCTYMOB MOXET 6bITb JOCTaTOYHO TPYAHO, @ MEANKAMEHTO3HOMY
JIEYEHMIO CUMMTOMbI SMUMIENCUK YACTO HE MOAAAIOTCS. IMUIIENCUS MOXKET NepenTu B 6onee
nerkyto opmy nocne nepsbix 10 net (B cpeaHeM nocne 18 ner), npuyemM MHorne aetu
NMOJTHOCTBIO M36aBNAOTCA OT NPUCTYNOB (MPU MEAUKAMEHTO3HOM JIEYEHNMN) B
nogpocTtkosoM Bo3pacte (Kolc, 2020).

Mpouecc pocTa 1 pas3BuTUS MOXET BbITb pa3HbIM Yy Kaxkaoro pebeHka. XoTs 601bWMHCTBO
[ieTelt 10 MOMeHTa MOsIBNEHMS MEPBbIX MPUCTYMNOB Pa3BUBAOTCS HOPMaAsbHO, NPUMEPHO Y
20% peTeit TPyAHOCTM B pa3BUTUMM MOTYT BO3HMKATb elle /10 Havana npucTynos. Mocne
NpOSIBNIEHNS NEPBbIX CUMMTOMOB 3NWUNENCcUM passuTe pebeHka MOXET 3aMeanuTbCs, a B
HEeKOTOpbIX C/TyYasx M3-3a 4acTblX NPUCTYMNOB AETU TEPSIOT HaBblK1 pa3suTus. MpuMepHo
70% ntopen ¢ PCDH19-accoummpoBaHHOM aMUENCUEt CTANKNBAOTCS C HapyLUEHUEM
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YMCTBEHHOIO pa3BUTUSA Pa3HOW CTEMEHM TAXXECTM (OT NErkon Ao Tskenow). Hepeako
BCTPEYAIOTCS U ApYyrve HapyLleHUst MCUXMYECKOro pasBuTus, Hanbonee yacto —
paccTpoicTea ayTuctudeckoro criektpa (PAC) n paccTpoicTBa noseaeHus. B ganbHeiem
NCUMXOTMYECKME pacCTpoicTBa (Npy KOTOPbIX BOCMPUSITUE PEASIbHOCTM UCKAXaeTCs [0
TAKOW CTEMNEHM, YTO NtoaM MOryT BUAETb, CNbIWATL U/WUIM CYATATb peasibHbIMU
HecyLecTBylowWume Belm) 3aTparnsatoT npumepHo 20% xeHwuH (Vlaskamp, 2019). Takue
KOTHUTMBHbIE U NOBEAEHUYECKNE COCTOSIHWSI MOTYT OKa3blBaTb 3HAUYUTENBbHOE B/IMSIHUE Ha
Ka4yeCcTBO XMU3Hb ntoaen ¢ PCDH19-accoUMMPOBAHHOW 3MNUNENCUEN N UX CEMEN.

XapakTepHble Npu3HaKu:
Snunencus
3aaepxKa B pasBuUTUn
Perpeccusa pa3sutusa

3agepKka PeYeBoro U ! -~

A
A3bIKOBOrO Pa3BUTMs (4 ’
(B TSKENbIX CyyYasix — OTCYTCTBUE peyn) ) ‘ {

PaCCTpOVICTBa dYTUCTUYECKOro CnekTpa uiun ! .
ayTUCTU4eCKoe noBeaeHne

TpyaHocTV B 06yyeHum - 4 "‘ \
3a/iepXKa YMCTBEHHOIO Pa3BUTHS %‘ . “ 7

Apyrue BO3MOXXHble NPOSB/IEHUS:

’
®4
WcnonHuTenbHas ancdyHKums L9
rVIFIepaKTI/IBHOCTb nnn CMHAPOM
.U.ed:)MLlMTa BHUMaHUA N FMl'lepaKTVIBHOCTVI MnmocTpaum Freepik Stories: https://stories. freepik.com/
(CABr)

Obceccum 1 KOMMYSbCUU MU 06CECCMBHO-KOMMYNIbCMBHOE paccTpoicTeo (OKP)
ArpeccviBHOe rnoBefieHve
McuxoTryeckne paccTpoicTBa NO3AHEro Bo3pacTa

bepeMeHHOCTb 1 poAabl

Mo HabnoaeHusM, y MaTepei n MNaaeHLEB C
MyTaumamm reHa PCDH19 He BO3HUKaeT

L AONONTHUTENbHbIX pr,CI,HOCTeP'I BO BpeEMA
~’ 6epeMeHHOCTN 1 poaoB.
w f i Kopmnenue u poct

B MeAMLMHCKON nuTepaType HET CBEAEHMI O
TPYAHOCTSX NpU KOpMNeHun aetein ¢ PCDH19
aCCOLMMPOBAHHOM 3MUIIENCUEN, XOTS HEKOTOpPbIE AETU
MOryT UCMbITbIBATb 3aTPYAHEHMS Npy cobntogeHnm
WUnnioctpaumnn Freepik Stories: https://stories.freepik.com/ ycTaHOBﬂeHHOFO pe)KVIMa anleMa nmn.
M3 obeHns ¢ poaMTensMmn CTano U3BeCTHO, YTO HepeaKo AEeTH OTKa3biBatoTCS
npo6oBaTb HOBbIE MPOAYKTbI M YTO, HAOBOPOT, MHOTrAA eAa CTaHOBUTCS CaMOM BaXKHOW
YaCTblO XXM3HKU pebeHka.
“Haluen noyepwu, MOX0OXeE, He MHTEPECHbI TaKne BaXkHble Belln, Kak yyeba, 300poBbe,
uenb B Xu3HW. Ena, apy3bs, Buaeourpsl 1 iPad ans Hee BakHee Bcero.”
[etv ¢ PCDH19-accoummpoBaHHOM anunencueid 06bI4YHO He CTaNIKMBAOTCS C 3a€PXKKOoM
pocra.
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Pa3Butune pebeHka

Bce petv ¢ PCDH19-accoLumMmpoBaHHOM 3NMnencuei pa3snBatoTcs No-pasHoOMy, UX
MHTENNeKTYyasnbHble CNOCOBHOCTM MOryT pasnunyaTbcs. Hepeako HabnoaaeTcs perpeccus
pa3BuUTUSA (TO eCTb NOTEPS yXKe NPUOBPETEHHLIX HaBLIKOB). Perpeccust 4acTo NpoUCXOANT B
CBSI31 C MOBTOPSIOLLMMMNCS CEPUSMM NPUCTYNOB. Ha paHHUX CTaguax anunencum
yTpayeHHble HaBblkM MOIHOCTBIO BOCCTAHABMBAKOTCS B MEpMoA oTCyTCTBUS cygopor. Co
BPEMEHEM NPU MHOFOKPATHOM MOBTOPEHUM CEpUIA NPUCTYNOB BO3BPALLEHME K
npeablayLeMy YpOBHIO HaBbIKOB MOXET MPeKpaTUTLCS.

ABurartenbHble HaBbIKU U yXoA 3a co6oi

PoanTenu HekoTopbIx AeTei ¢ PCDHI9-accoUMMPOBaHHOMN anunencueid coobumnm o
3a/epXXKe ABUraTeslbHOro pasBUTUSA y Manblllei. 3TO KacaeTcsl CriocobHOCTEN cnaeTb U
XOAUTb. BONbWWHCTBO AeTel € U3MeHeHUaMn B reHe PCDH19 HauMHaoT CUAETb U
BCTaBaTb Ha HOMM B TOM €& BO3PacTe, YTO OCTasIbHbIE AETU, NI HEMHOIO MO3XeE.

“Y Heé 6binn cnabble MbllLbl; OHa CTana NepeBopaYnBaTbCs CO CMMHbI Ha XXUBOT MO3XE,
yeM Mbl OXKWUAanum, No3Xxe Havyana cuaeTb.”

Y 60bLUMHCTBA AETEN, 0 KOTOPbLIX Y Unigue MeoTcsl CBEAEHMS, KPYNHasi MOTOpUKa
pa3BuTa B COOTBETCTBUM C Bo3pacToM. OAHAKO Yy AeTel ¢ 6onee TSKENbIM COCTOSHUEM
YPOBEHb OB/IAAEHNS STUMWN HaBblkaMX MOXET OT/IMYaThCS.

B nonHow Mepe peannsoBaTb CBOM BO3MOXHOCTM AETSIM MOMOratoT dum3nyeckasl Tepanus u
sproTepanusi. Co BpEMEHEM MPOrHO3MPOBATh YPOBEHb BO3MOXHOCTEW U CMOCOBHOCTE
pebeHka CTaHOBUTCS MPOLLE — MOC/IE TOro, Kak YCMeeT NPOsIBUTLCS ero UHAMBMAYaNbHbIN
XapakTep pa3BuTUs. BOMbLUMHCTBY AETEN, O KOTOPbIX HaM M3BECTHO, He TpebyeTcs
NMoOMOLLb B NOBCEAHEBHOM XM3HU. HO OHa MOXET NOHaA0buTLCA B 0COB0 TSHXKENbIX ClyYasix.
YMCTBEHHbIe CNOCO6HOCTH U 06yueHune
WHTennekTyanbHas HegoctatovHocTb (MH) — aTo
TEPMWH, KOTOPbIN MCMOb3YETCS ANS ONUCaHUS
—— CYLLECTBEHHbIX OMPaHNYEHMIN YMCTBEHHOM
‘ [eaTenbHOCTU (BblpaXXeHHbIX KO3 (MULIMEHTOM
' nHtennekta (IQ)) n aganTMBHOro NOBEAEHUS
(noBefeH4Yeckme naTTepHbl, UCNONb3yeMble A
ajanTaumu K ApyruM Tunam noBeaeHust U pasnnyHbiM
e cUTyaumsm).
‘ e MpumepHo y 70 % aetei ¢ PCDH19-accolmmpoBaHHON
et e “an 3nuMnencuen, CBEAEHNs! 0 KOTOPbIX €CTb B
2 = MEeANLIMHCKOW NuTepaType, Habntogaetcs UH pasHoi
VnmocTpaum Freepik Stories: hitps://stories.freepi.com/  CTEMEHWU: OT YMEPEHHOM A0 rnyboKoN y AeBoYeK U OT
YMEPEHHOW A0 TSXKENON — Y MasIbyMKOB.
Hepepnko poautenu 6ecnokositcst no noeogy obyyeHusi nx pebeHka B wkone. Hekotopblie
LETU C anunnencuei, Bbl3BaHHOM MyTaumnen reHa PCDH19, MOryT noceLlaTb 06blYHYIO
LUKONY, C AOMOMHUTENbHOM NOMOLLbIO UK 6€3 Hee, HO MHOMMM HEO6X0ANMO 0ByYeHue,
CKOPPEKTMPOBaHHOE ANs AeTEN ¢ 0Co6bIMI NOTPEBHOCTAMMU.
CepbesHble NpPo6IeMbl MHTENNIEKTYaNIbHOrO XapaKTepa BCTPeYatoTcsl KpalHe peako.
PaHHee BO3HMKHOBEHMWE NPUCTYNOB (B BO3pacTe A0 rofa) MoxeT bbiTb CBS3aHO ¢ bonee
CEPbE3HBLIMU MPOSIB/IEHMSIMU 3aAEPXKKN YMCTBEHHOIO Pa3BUTKS. Bbinn npoBeaeHbI
MccneaoBaHns, KOTopble BbISIBUIM B3aUMOCBS3b MEXAY BO3PAacTOM BO3HUKHOBEHWUS
nepBbIX MPUCTYNOB M TAXECTbI0 NpoTekaHuns 3abonesanus. (Kolc, 2020; Trivisiano,
2018). Yem B bonee cTaplem Bo3pacte y pebeHka NosBnstoTCS nepeble Cyaoporn, TeM
MeHblUEe Yy HEro HabiaaeTcs CMMMNTOMOB PacCTPOMCTB ayTucTudeckoro cnekTpa (PAC).
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Peub, A3bIK, 06WeHHNe

YpoBEHb pa3BUTUS PEUEBLIX U S3bIKOBbLIX HABLIKOB Y AeTel
¢ PCDH19-accoummpoBaHHOM 3nunencuein MoxeT
OT/IMYATLCS, OJHAKO SIBHbIE HApPYLLEHUS PeYM BCTPeYaloTCs
[I0BOJSIbHO pefko. Yalle Bcero y aeTeit HabntogaeTcst
Heborbluas 3aepXKKa PeuYeBoro pasBuTus, y

HEKOTOPbIX — OFPaHNUYEHUNS S3bIKOBbIX HABbIKOB.

B Hamnbonee TsKenbIx Cny4Yasx AeTU OKa3blBalOTCA
HecnocobHbl FOBOPUTL, HO OHW MOTYT BblpaXkaTb YyBCTBa U
coobLaTb 0 CBOMX NOTPEOHOCTSAX APYrUM.

[aHHas 06nacTb Mano M3y4yeHa, 0AHaKo U3 UCCeaoBaHNs
0 BAVSHWUN MyTaUWiA reHa PCDHI9 MOXHO CAENATb BbIBOA,  yumocrpewum Freepik Stories: htips:/fstories.freepik.com/
YTO 3a4epXXKa pa3BUTUA KOMMYHUKATUBHbIX HaBblIKOB Ha6mo,qaeTcs1 NPpUMEPHO Yy

MONOBUHbI ,que17|. C pe3ynbTaTaMn nccneaoBaHna MOXXHO O3HAKOMUTBLCA NO 3TOI‘/II CCblJIKe:
https://www.nature.com/articles/s41398-020-0803-0.

KOMMYHVIKaTI/IBHbIe HaBbIKN pe6eHKa MOXXET OLUEHUTb fioronea. CI'IeLl,VIaJ'IVICTbI noMoraroT
pa3BunBaTb peyb pe6eHKa npu NOMoLLKM BHEAPEHNSA CneLnanm3npoBaHHbIX CpeacTs
KOMMYHUKaUMK. OHM TaKke NoMoryT obecrneunTb AOCTUXEHME NOMHOro

KOMMYHWKaTMBHOIO NnoTeHUMana pebeHka BHe 3aBUCMMOCTUN OT ero TeKyLUmX

CrocobHocTeMN.

NMNoBepneHue

XOT$ NOJHbIV CNEKTP PacCTPOMCTB NoBeaeHUs y aetei ¢ PCDH19-accoummnpoBaHHOM
3MNMNEencuen, o0 KOTOPbIX Y HAaC MMEIOTCS CBEAEHWS, B MEAMLIMHCKOM NMTepaType OnncaH He
6b1/1, U3BECTHO, UTO Y TaKuX AETel YacTo HabnodaloTcsl NoBeAeHYeCcKkMe, colmarnbHbie 1
KOMMYHUWKaTMBHblE TPYAHOCTU. VX HanMume 03HayaeT, YTo COCTOsIHWE AeTel HEObX0AMMO
NOCTOSIHHO OTCNEXWBaTb, @ TaKKe OKa3blBaTb NMOMOLLb UX CEMbSIM, HAa4YMHAs C CaMbliX
paHHUX 3Tanos.

PaccTpoiicTBa aytuctuyeckoro criektpa (PAC) 4acTo BbISIBNAOTCS Y Aete ¢ PCOH19-
accoummnpoBaHHoi anunencueit. MpusHaky PAC 6binu BbisSiBAIEHb YyThb Bonee, YeM y
MoNoBKHbI 06CNIeaoBaHHbIX AeTel. Cpean XxapaKTepHbiX NpusHakoB PAC BbiAensoTcs,
HanpuMep, HEMPUHATME U3MEHEHWI B MPUBBLIYHOM Pacropsake U HENMO60Bb K MPOMKUM
3ByKaM. Y HEKOTOPbIX AETeN MOryT Takke HabnoaaTbCs CTepeoTUnHble (He
LienieHanpaBneHHbIE) ABMKEHMWS, Takne Kak packauvMBaHue v pa3MaxmBaHue pykamu. Mx
Ha3bIBalOT €eLle CTUMaMM.

CvHapoM peduumTa BHUMaHUS 1 runepaktuBHoct (CABI) nnun xapaktepHble ans CABI
npusHaku, (HanpuMep, NMMNepakTUBHOCTb MM HEBHUMATENbHOCTb) TOXe A0CTaTOYHO
pacnpocTpaHeHbl. OHM BbINMM AMArHOCTMPOBAaHbLI MPUMEPHO Y 65 % aeten ¢ PCDH1%-
accoumunpoBaHHoi anunencuent (Kolc, 2020). MpwusHaku CABI nposiBnsioTcs B
HecnocobHOCTM COCPeaoTOUUTb BHUMaHWE Ha YeM-nbo nnm KOHTPONnpoBaTb CBOE
noseaeHue.

Kpome Toro, aetv ¢ CABI 4acTo NposiBASIOT arpeccuto, YTo MOXET BbITb 0COBEHHO TSXKENO
ONa Ux cemen.

HepnaBHoO 6b110 06Hapy>keHO 1 TO, 4TO B BO3pacTe nocne 11 neT y AeBoyek MoryT
pa3BMBaTLCS NMCUMXOTUYECKME PacCTPOMCTBa no3aHero BospacTa (Vlaskamp, 2019).
MoapocTku u B3pocsnble ¢ PCDH19-accoummMpoBaHHON anunencuei AomkHbl HAXOAUTHLCA
noA TwaTtesbHbIM HabnoAeHWEM 13-3a pUCKa BO3HWKHOBEHMSI BO3PACTHbIX MCUXOTUYECKMX
paccTpoKCTB.
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[edunumnt ncnonHuTenbHbIX hyHKLUMIM Takke BCTpeYaeTCsl A0CTaTOUHO YacTo, U 6bin

obHapyxeH y 70 % obcnepoBaHHbIx (Kolc, 2020). Moa ncnonHUTEeNbHbIMK (PYHKUMSAMM

noapasymeBaeTcst psf KOrHUTUBHBIX NPOLECCOB:

[ | BHuMaHune

| KpaTkoBpeMeHHas namsaTb

[ WHrvbupoBaHve peakumi
(cnocobHOCTb KOHTPONMPOBaTL CBOU
LeNCTBMA 1 NnoBeseHve)

n KorHuTrBHasi rmbkocTb (CnocobHOCTb
NepekoYaThCs C OAHOM 3aAauum Ha
APYrylo, a TaKkxke afanTMpoBaThCs K

nepemMeHam)
[ ] MpuHSTUE peLueHnin
| MnaHnpoBaHne
| Jlornyeckoe MbllwsieHne
HOAOGHble CMMMTOMBbI Xa pa KTePHbl TaKxke ans Wnmoctpauym Freepik Stories: hitps.//stories. freepik.com/

nopei ¢ PAC v CABT. Mpu PCDH19-accoummpoBaHHOM 3MMAENCUN MOTYT Takke BbiTh

BbIsiBNEHbI 06ceccum n KOMMNYJIbCUN.

O6ceccun — 3TO HaBS3UMBBIE MbIC/IMW, XenaHus unn 0b6pasbl, KOTOpPbIE HE MOKUAAOT
yenoBeka Ja)ke Npu NomnbITKax MTHOPMPOBaTb MX UK NPOTUBOCTOATL UM. KoMnynbcumn —
3TO NOBEAEHYECKME UM MbIC/UTESNbHBIE aKTbl, KOTOPbIE YEeN0BEK NPUMEHSIET Ansl
obneryenns aMckomdopTa, BO3HUKAIOLLErO U3-3a 06CECCUiM.

Ob6ceccnn 1 KOMNYNbCUM 0BBIYHO ABAAIOTCA CUMMTOMaMy 06CECCUBHO-KOMMY/TIbCUBHOMO
paccTpoiCcTBa, HO MOTYT BO3HMKATb M NpW ApYyrux paccTpoicteax (Hanpumep, npu PAC).
HenaBHue nccnenoBaHUs Mokasanu, YTo NPUCYTCTBYIOLWME ¥ pebeHka paccTponcTea
NoBEeAEHUS CYLLECTBEHHO BIMSIIOT Ha XWU3Hb BCex uneHoB cembu (Kolc, 2020).

B 3aBUCMMOCTM OT HaBbLIKOB M CMOCOBGHOCTEN pebeHka MOryT CTaTb MOSIE3HbIMM 3aHATUS B
rpynnax obLieHns. OTO NOMOXET AETSAM CNpaBUTbCS C TPYAHOCTAMU Npu obLueHnn,
Mo3BOSIMT UM OCBaMBaTb U Pa3BMBaTb BaXKHbIE ANS XXM3HW HaBblkW. Poautenu, co ceoei
CTOPOHbI, MOTYT NPOUTU CMEeLMarbHble KypChl, A€ OHWU U3ydYaT METOAbI, NPY NMOMOLLM
KOTOPbIX MOXXHO KOHTPOIMPOBaTb NoBeAeHne pebeHka, a TakKe Y3HaoT, YTO MOXKHO
[enatb, 4To6bl NOMOYb pebeHKy pa3BMBaTb HABbIKM KOMMYHUKALMK U B3aUMOAENCTBUS

C OKPY>XatoLMMU. 3TO MO3BOSIUT YJTyYLIMTb SMOLMOHANIbHOE COCTOSIHWE AETEN.

[ns perynupoBaHus noBegeHns pebeHka MOXeT NPUMEHSTLCS U MeAMKAMEeHTO3Hoe
NeYeHVe, eCnv PacCTPOMCTBA NOBEAEHWS HAYMHAIOT BbI3biBaThb CEPbE3HOE HECMOKONCTBO
(Hanpumep, ecnu pebeHoK HaHOCUT cebe TenecHble MOBPEXAEHNS UK NPOsIBASET
arpeccuio). MNMoaobHble hopMbl MoBeAeHNSs CuiibHEE NPOSIBASIOTCS B MOMEHTHI, Korga
pebeHOK UCMbITbIBAET TPEBOrY MMM CTAJIKUBAETCSH C KOMMYHUKATUBHBIMU TPYAHOCTSMM.

C TsKenbiMu NoBefeHYECKUMU Npo6ieMamMm NoMoraeT 60poTbCs NOBEAEHYECKUI TEPaNeBT
unu ncuxonor. CneunanmcTbl pacckaxkyT pebeHKy O TeXHMKaX, KOTopble No3BossT eMy
CrpaBUTbCS C TPYAHOCTSIMU, Bbl3BaHHLIMU MOBLILUIEHHONM YyBCTBUTE/IbHOCTbIO.

CoH

[leTn C reHeTUYECKUMI OTKIIOHEHNAMM Yallle APYrvX CTaSIKUBAOTCA C HApYLWEHUAMU CHa.
CeMbM HeKOTOpbIX AeTel ¢ PCDHI9-accoumMmpoBaHHON anunencueli coobluani

O TPYAHOCTSIX C 3acbiNaHNeM, O paHHUX NPobyXKAeHWsIX, a Takke 0 6eCCoOHHULE Y CBOUX
neTei. MprUYnHBI 3TUX HapyLIEHUI CHA €eLle A0 KOHLA He U3yYeHbl.
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B Takoii cuTyaumm poamTensiM NpuUxoAMTCS HENEerko:
pebeHka TpyaHO YNOXWTb CNaTb, COH Y HEro
6€CnoKOMHbBIN U NPepbIBUCTbIN, YTO NPUBOAUT

K XpOHWUYECKOMY HeZloChINaHuI y poauTeneit

1 3aTPYAHSIET BbINOJIHEHNE €XeJHEBHbIX 3aAay.

CKOppeKTUpOBaTb HapyLUEHMS CHa Y pebeHKa MOXXHO
pa3HbiMK cnocobamu. HekoTopble poauTenu npuberatoT
K CTporomy cobnofeHuto pacropsiaka AHs, oTkasy

OT eCTECTBEHHOr0 OCBELLEHNS B CNasibHe Un
NPYMEHEHUNIO FOPMOHA MeNaToHMHa (3TOT cnocob
NnoAaxoauT He BCEM AETSM, HO €ero MOXHO nonpoboBaTb
B C/ly4yae cepbe3Hbix Npobnem co cHoM). Kpome Toro,
NoNoXUTESNbHOE AENCTBIE Ha CMOCOBHOCTL pebeHKa YCHYTb HOUbIO MOMYT OKa3blBaTb
dur3nyeckne yrnpaxxHeHNs B AHEBHOE BpeMs. B paMkax cepum NpakTUYECKUX PYKOBOACTB
Unigue Taoke nybnmkyeT 6poLtopbl, NOCBsLLEHHbIE NpobieMaM co CHOM. OHuM
pa3mMeLleHbl B cBO60AHOM AOCTYNE MO CChIIKE:
https://www.rarechromo.org/practical-guides-for-families.

CyaopOoXXHbI CUHAPOM

Y Bcex aeten ¢ PCDH19-acCoLUMUPOBAHHOW 3NUNENCUEN NPUCYTCTBYIOT 3NMAENTUYECKNe
nNpuCTynbl (BHE3aMHas U HenpeaBMAEHHAs 3MeKTPUYECKast akTMBHOCTb MO3ra).

Y HEKOTOPbIX N3 HUX MOryT HabnAaTbCA ANUNENTUYECKME NPUCTYMbI CPa3y HECKObKUX
TVMNOB. B OCHOBHOM MMEIOT MECTO O4aroBble NPUCTYMbI, OAHAKO CNYy4aloTCs Y TOHWKO-
KMOHWMYecKne. Bo BpeMsi npucTyna AeTy KaxyTcs UCMyraHHbIMK, MOTYyT KpuyaTb., OHK

He 0CO3HaloT, YTO NPOMCXOAUT BOKPYT HMX. Bo BpeMsi cyaopor MoXeT NponcxoanTb
OLIENEeHeHMe U Napanuy Unm NoaeprvBaHUe O4HOWM M3 KOHEYHOCTEN, KOTOpoe NopoW
nepexoauT Ha Bce Teno. O6bIYHO CyaA0pOorn HEMPOAOHKUTENBHBI U ANATCS He AOMbLue
HECKOMNbKUX MUHYT, HO MHOTFZA OHW NMPOUCXOAST CepusiMu, n3-3a Yero pebeHok He ycrnesaeT
OMpaBUTLCS MeXAY NPUCTyNaMu. [ KaXaon CEMbU MPUCTYMbl CTYXXaT UCTOYHMUKOM
CUNbHOrO HECMOKOICTBA, CO CTOPOHbLI MOMYT BbIrNsAeTb nyratolle. Ecnm y pebeHka
CNy4Ynnncb Cyaoporu, Heobxoaumo ybpaTth BCe nexalume OKOSI0 Hero npeameTsl, YTobbl OH
He cMor cebe HaBpeauTb.

[ins yCTpaHeHWsi Cyaopor 1 NpeaoTBpaLleHust Nocneayowmx CepuiA NpUCTynoB
NMPUMEHSIIOTCS NPOTUBO3MUIENTUYECKME NpenapaTkl. He Ha Bcex OHU AeNCTBYIOT
O[MHAKOBO XOPOLLO, MO3TOMY CyZOPOrM NOPoM AOCTaTOYHO TPYAHO NpeaoTBpaTUTb.

B MeauumMHe CywecTBYIOT AaHHble, 4TO SieBeTupaueTaM MoXeT bbiTb adhdekTnBeH

ans obneryeHust n cokpaileHus cygopor. MNonyuntb AONONHUTENBHYIO MHbOpMaLmMio 06
NCCNIEA0BAHMM, MOCBSALLEHHOM 3 HEKTUBHOCTM NIEBETUPALIETAaMA, MOXHO MO ClieaytoLLeit
cebinke: https://www.sciencedirect.com/science/article/pii/S1090379819304404.

K cyacTbto, YacTo y fitoael ¢ anunerncuein Co BpEMEHEM NMPOUCXOAST YyYLLEHMS:

B MOAPOCTKOBOM BO3pacTe NMPUCTYMbl CTAHOBSTCS MEHEE TSHKeNbIMK, @ UX YacToTa
CoKpalyaeTcsl. HekoTopble B 3TOT nepuoa 1 BoBCe n36aBnsiloTCsS OT CyAopor.

Wnmoctpaymn Freepik Stories: https.//stories. freepik.com/

Tepanus:

Mpu noctaHoBKe AMarHo3a:

Troam ¢ myTaumeit reHa PCDHI9w ux ceMbW AOSMHKHBI ObITb HaMpaBeHb! K Bpayy-
reHeTHKY, @ TakXKe Ha reHeTUYecKMe KOHCYbTauum. ITO 0COBEHHO BaXKHO, yUMUTbIBast
HeOoObIYHbI X-CLEeneHHbIN TUM HacneaoBaHus.
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Mocne NnoCcTaHOBKKU AMarHo3a:

JleueHue anunencum AoMKHO NPOBOAUTLCS AETCKUM HEBPOJIOrOM UMW NeAUATPOM,
CMELManM3NpYoLWMMCS Ha JIEYEHUMN SMUIENCUM.

Pa3BuTMe pebeHka A0/MKHO HAXOAWUTLCS MO KOHTPOSIEM MeAMaTpa, KOTOPbIA CMOXET
JaTb Heo6XoAMMbIE HaNpPaB/EHWs ANsl PaHHEH OLEHKU KOTHUTMBHBIX CMIOCOGHOCTEN M Ha
BCE HeobxoAMMble BUAbI NleueHns (BK/oUast ioroneamio, pusmyeckyio Tepanuio,
MoBeAEHYECKYIO TEPaNMIO U 3proTepanmio).

MonesHol 6yaeT noafepxka pebeHka BO BPEMSI YPOKOB B LIKOJIE U MOC/IE UX OKOHYaHMS.
Ecnu pebeHok (Mnu ero ceMbsl) HyXXAAETCS B NOBEAEHUYECKON Tepanuu, Heo6xoanMo
06paTUTLCS K MCUXOSIOTY UM MCMXMATPY 3@ NMOMOLULIO Ha paHHMX 3Tanax 1 Ans nonyyeHust
MOCTOSIHHOM MOAAEPXKKM.

Jlioasm c 6onee TsKenbIM NposiIBJIEHUEM CUMMTOMOB MOMyT NOTpe6oBaTbCs MeAMLIMHCKUE
npenapaTtbl, KOPPEKTUPYIOLLME NOBEAEHWE.

Fpynnbl noaaepXKu:

PCDH19 Alliance

Liens PCDH19 Alliance — ynyJwmnTb XU3Hb AeTein ¢ PCOH1%-
aCCOLIMMPOBAHHOM aNuENcen, a TakxKe XU3Hb UX CEMEN.

Alliance 3aHMMaeTCcs NpUBNEYEHNEM CPeacTB U UX
pacnipegenieHMeM Ha HayyHble UCCefoBaHus, Lesbio KOTOPbIX
aBnseTcs nonck 6onee ahpeKTNBHLIX METOAOB NEeYeHUs
PCDH19-accouMmnpoBaHHOM 3MNUNENCcUMn 1, B KOHEYHOM CYETE,
COo3faHvie npenapara Afg IeYeHns 3TOro COCTOsHUSA. Taikoke
opraHusaums MHhOPMUpPYET CEMbM MO BOMPOCaM 3NUIENcumn n
OKa3bIBaET UM noaaepxky. Alliance coaelicTByeT ycunusm
MeaMLIMHCKOro coobLiecTsa, YTobbl HM 0Ha CeMbs He
OCTaBasiacb B HEM3BECTHOCTU Nepej OTCYTCTBMEM AMArHo3a :
AMarHo3a, a Takke 4ytobbl BCe HyxaatoLwmecs CMOrnn NoayyYnTb PCDHlanfo.org
[OCTyn K Hanbonee noaxoAsLwmM ans Hux cnocobam neveHms.

Insieme per la Ricerca PCDH19 Onlus

(«Uccneayem PCDH19 BMecTe»)
Isieme per la Ricerca PCDH19 — HekoMMepueckasi opraHm3aums, oCHoBaHHasi B Utanuu,
Liesiblo KOTOPOM SIBNISIHOTCS:

M3yyeHune 3Toro pefkoro reHeTnyeckoro 3abonesaHus:
PCDH19-accoummpoBaHHON anunencum n 6opbba ¢ Hel.
MoazepXxka UccneaoBaHuin B 06n1actu AaHHOro
OTK/IOHEHUS!, BOMJ/IOLLEHNE B XU3Hb
HaaeXAabl HalTK NEeKapCTBO, CNOCOBHOE U3NIEUYNTL 3TO
HenpocToe 3abonesaHue.
Mpu3bIB UccneaoBaTenen AenuTbCs
nHdopMaLmMen n coTpyaHnYaTb ApYr C APYroMm:
YnyuLueHue Xn3Hu AeTeln C AaHHbIM COCTOSIHUEM
ObecrneyeHne KOMMYHMKaLMN CEMEN, UNEeHbI
KOTOPbIX MMEIOT 3TO COCTOSIHME
MoBbILWEHNE BCEOOLLEN OCBEAOMIEHHOCTY NYTEM
pacnpocTpaHeHust MHMOPMaUMM O COCTOSIHMM




rpynnbl noaaepXKn B APYrux CTpaHax U Ha APYrux A3biKaX:
®paHums/PpaHuy3ckuit: https://pcdhi9france.fr/

Wcnanusa/UcnaHckuii @ Asociocion eplilepsia Rosa (PCDH19) www.pcdh19.com
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NHdopmaumns un noaaepxka

\ Fpynna nopaep)Xku ceMei C peAKMMNU XpPOMOCOMHbBIMU
HapyLleHUsIMuU
The Stables, Station Road West, Oxted, Surrey RH8 9EE, UK
(CoenmHeHHOE KOPONEBCTBO)

e Ten: +44(0)1883 723356

n l e info@rarechromo.org | www.rarechromo.org
Understanding Chromosome & Gene Disorders
MpucoeanHunTech K coobluectsy Unigue, 4Tobbl NonyyYaTb AOMONHUTENBHYIO MH(OPMaLMIO,
HeO5XO,C|,MMYIO MOMOLLb N KOHTaKTHble AaHHble ceMell C NoXoXel I'IpO5J'IEMOI‘/1.
Unique — 310 6ﬂaFOTBOpMTeﬂbHaSI OpraHmsauusa, He nonydarulaa rocyaapCrTseHHoro
1HaHcMpoBaHus. ®UHaAHCOBasi NOAAEPXKKA OCYLLECTBSETCS UCKIIIOUUTENBHO 3a CYET
,CI,OGpOBOJ'IbeIX I'IO)KepTBOBaHMﬁ 1 rpaHToB. Bbl MOXETE caenaTth NOXXepTBOBaHME Ha

HaweM odmumansHoM canTe: http://www.rarechromo.org/donate.
MoxanyicTta, NoMoruTe HaM NoMoYb Bam!

PCDH19 Alliance

Sta 6powtopa bbina coctaBneHa nNpu
nopaepxke PCDH19 Alliance u Insieme
per la Ricerca PCDH19 Onlus.

PCDH19info.org

[pynna noAAep KN cemeli C peAKUMU XPOMOCOMHBLIMU HapyLUIEHWSIMW HoMep B peecTpe 61aroTBopUTENbHBIX OpraHu3auumii: 1110661
OpraHu3auvs 3aperncTpuposaHa B peectpe KOMMaHuin AHMuM 1 Yanbca Homep opranusauun: 5460413
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