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YTo Takoe cuHapom PACS1?
KakoBbl Npu4¥HBI €10 BOBHUKHOBEHUA ?

Cunnpom PACS1 — 310 HeaBHO
BBISIBJICHHOE PEIKOE T€HETUYECKOE
3a00J1€BaHNe, OTIIMYNTEIbHBIMHU
0COOEHHOCTSIMU KOTOPOTO
SIBIISTFOTCS 3aJICPIKKA Pa3BUTHS/
YMCTBEHHAs OTCTaJIOCTh U
JIETKOY3HaBaeMble crielupruyecKkue
yepTsl auua. Ilpu atom cunapome
TaK)ke€ MOTYT OTMEUaThCS
BpPOXX/IEHHBIE TIOPOKU PA3BUTHSL.
[IepBble nBa city4ast CMUHAPOMA
PACSI1 6p1mm orucanst B 2012
rony B Hunepnangax u benbrun.
Ha ceromgsamuunii 1eHr B
MEIUIIMHCKOM JINTEPAType OMUCAHO
20 manueHToB C CUHAPOMOM
PACSI1 u3 pa3ubix ctpan mupa. Eme y 10 yenoBek CuHIpOM He
MOATBEPK/IEH OPUIHATIBHO, HO UX POJUTEIHN COCTOAT B COOOIIECTBE
PACSI1 B Facebook (cMm. mocnenntoro crpanuiry). B mupe HaBepHsika
JKUBET el1e MHOTO JitoAei ¢ cunapomoM PACSI, koTopble MoOKa HE 3HAIOT
0 CBOEM JMarHo3e.

Cungpom PACS1 Bo3HHKaeT U3-3a 3aMeHbI HyKJIeoTHa B rene PACS].
JTHK cocrouTt u3 yetpipex HykiIeoTHA0B: A (anenun), 1] (muro3un), I'
(ryanun), T (tumun). Korga B rene PACS/ uTo3uH 3aMeliaeTcs Ha
TUMHH B nio3uituu 607, mpoucxoaut mytanus ¢.607C>T (NM_018026.3),
MIPUBOIAIIAS K BOBHUKHOBEHUIO CHHIPOMA.

Ha naHHBII MOMEHT HEM3BECTHO, MOTYT JIM IPYTHe U3MEHEHUSI B T€HE
PACS] BbI3bIBATH TaKOM K€ CUHAPOM, IPUBOJUTH K HOBOMY, JINOO HE
BBI3BIBATh BOOOIIIE HUKAKUX HAPYILICHUH.

I'ensr — 310 yuacTku mosekynsl JIHK, oTBeuaromue 3a pa3Burue u
(GYHKIMOHMPOBAHUE HAIIETO OpraHu3Ma. ['eHbl B3auMOAEHCTBYIOT IPYT €
JIPYroM U 0ObEUHEHBI B CTPYKTYPBI, KOTOPbIE HAa3bIBAKOTCS
xpomocomamu. I'en PACS! pacnionoxkeH Ha 11 xpomocome B peruose
q13.1q13.2 Ha reHoMHbIX KoopanHaTax 66070454 - 66244747 (cranmapt
reHoMHoO# cOopku hg38). Ha ceroansimnuit nens pynkuuu reva PACSI n
€ro BJIMSHHUE Ha pa3BUTHE KIIMHUYECKUX MPOSIBICHUN CHHAPOMA U3Y4EHbI
HezmocTatouHo. McenenoBanus Ha )KUBOTHBIX MPEINOJAraoT, YTO 3TOT
I'€H OTBEYAET 33 Pa3BUTUE KOCTEH JIMLIEBOTO OTJIENA YEPEIA, U OTO MOXKET
OOBSCHUTH JIULIEBOE CXOJICTBO MalUEHTOB C CHHAPOMOM PACSI.



“ Korna Hariemy peOCHKY MTOCTABIIIH AUATHO3, MbI
HAKOHEL-TO NOJYYHJIM OTBETHl HA MHOTME BOJIHOBABIINE
Hac Bompockl. Ham crano serue, Xots nHGOpMaIyu o
CHUH/IPOME MPAKTUYECKH HE ObIJI0. MBI HaIllJIM CEMBH,
KOTOPBIE CTOJIKHYJIMCh C TAKOM K€ CUTyallMeH, U TeIepb
HOAJIEPKUBAEM CBSI3b IPYT C IPyrom ~

Hackoabko pacnpoctpanen cunapom PACS1?

Cungpom PACS1 — penkoe 3aboneBanue. TouHOE KOJTMYECTBO JIFOJEH C
3TUM CUHIPOMOM NOKa HEM3BECTHO. B MEeIUIIMHCKOM JIUTEpaType
onucaHo 19 nmauuenTos ¢ Mmyrauuei B rene PACSI. Onnako, pazButue
HOBeMIIer TexHoJornu ceksenuposanus JIHK MoxeT npusectu Kk Tomy,
YTO B OJirKaillline HECKOJIBKO JIET YUCIIO TUArHOCTUPOBAHHBIX CITydaeB
CYIIECTBEHHO BO3pacTeT (B TOM YMCIIE Cpeau B3pOCibIX). JJisi BbIsBICHUS
TeHEeTUYECKUX MPUYUH 3a/IeP’KKH pa3BUTHUS y JeTel ObLIO MPOBEIEHO /1Ba
KInHIYeckux uccnenaoanus. [lepectpoiika c.607C>T B rene PACS]
Obl1a 0OHapyKeHa ToJIbKO y 8 u3 3133 nmereli ¢ 3a1ep>KKOM B pPa3BUTHH
(0,2-0,3%, mpumepno y 1 u3z 400 nereii).

OO0mue npu3HaKku

VY Bcex aereit ¢ cunnpomom PACS1 oOGHapykeHa 3a7iepikKa B pa3BUTHH.
OObIYHO OTMEuaeTcs JIErKasi WM yMEepeHHasi YMCTBEHHAsi OTCTaloCThb. Y
HUX [MOXO0KHE YePThI JIUI[A, & PEUYEBOE PA3BUTHE HAPYILIEHO CHIIbHEE, YeM
MoOTOpHOE. J[pyrue xapakrepHble 0COOEHHOCTH BKIIOYAIOT:

CYJOPOXHBIN CHUHIPOM;

BPOKJICHHBIN IOPOK cepia: AeheKT MexXIpeacepaAHON Win
MEXOKETYI0YKOBOM MepEeropoaKy;

HU3KHUH MBIIICYHBIH TOHYC (THIIOTOHUS ), HAaUOO0JIee BEIPAKEHHBIN B
paHHEM BO3pacTe;

pa3IuyYHbIe AHOMAJIUH TJIa3;

OpaJIbHOE OTBPAILEHUE WUJIM TUIIEPYYBCTBUTEIBHOCTh POTOBOM
MOJIOCTH (HEeKeTaHUe UM OTKa3 OT MUIIU/HATTUTKOB, CIielU(UIecKue
OIIYIIEHUS] BHYTPH M BOKPYT MOJIOCTU PTa);

MOBEICHYECKUE HApYyIIEHUs (PacCTPONUCTBO ayTHCTUYECKOTO
CIEKTpa, MEePEerna/ibl HACTPOEHUS).

HOCKOJ'IBKy 9TH MPOABJICHUA Ha6HIOI[aIOTCSI U Ipu Apyrux 3a60J’IeBaHI/IHX,
HJJIA MIOCTAHOBKHK JHAI'HO3a HCO6XOI[I/IMO IPOBCACHHUEC T'CHETUYCCKOT'O
aHaJIu3a.



PasButue

dusnyeckoe pasBuTHe
bonsmmncTBo Aereit ¢ cunapomom PACS1 poxxnaroTcst ¢ HOpMaJlbHOM Maccoi
Tena. MHOTHE JIETH CTAJIKUBAIOTCS C TPYIHOCTSMU IPU IIPUEME TBEPIOH MHIIU
(opanbHOE OTBpaIeHuE). Y HEKOTOPBIX MJIAJCHIIEB OTMEYAIOTCS TPYIHOCTH
BCKapMJIMBaHU.

MoTtopHoe pa3BuTHE
VY nereii ¢ cunapomoMm PACS1 MoTOpHOE pa3BUTHE MPOUCXOAUT C 3aACPIKKOM:
OHU HA4YMHAIOT CAMOCTOSITENIEHO XOIUTh B Bo3pacTe 2—3 JieT. Y HEeKOTOPBIX
OTMEYACTCA HECYBCPCHHAA MOXO0AKA, TO3TOMY I JJIMTEIIBHBIX ITPOr'yJIOK
HEOOXOJJIMO KPEeCIO-KOJISICKA.

Peun
MortopuKa pa3BHUTa JIydIlle peuH, HO [IPU 3TOM CTEIEHb 3aJIeP’KKH PEIEBOTO
pa3BUTHA MOXET ObITh pa3HOW. XOTS HEKOTOPbIE HAYWHAIOT TOBOPHUTH YKE B JBa
roaa, GOHBHII/IHCTBO OCBAMBACT HABBIKN YCTHOﬁ pcuun B 60.]'[66 IIO3JHEM
Bo3pacrte. HeGombioe uuciio mojei ¢ cuaapomom PACS1 coBcem He
pasroBapuBaroT. CiocOOHOCTh TOHMMATH MOXKET OBITh Pa3BUTA TOPa3Io JydIle,
yeM roBopuTh. OnHa sxeHnmHa ¢ cuaapomom PACS1 He pasroBapuBaer, HO
YMECT YUTaTh U JJIA O6HI€HI/I$I HCITOJIB3YET IJIAHIICT C MMPHUITOKCHUEM
"TouchChat". Takxe MOryT OKa3aThCs TOJIC3HBI AETCKUN S3bIK )KECTOB U
KapTOUKH C KAPTHHKAMH.

O0y4yenue
N3-3a 3aepkky yMCTBEHHOTO Pa3BUTHS JIETH UCIBITHIBAIOT TPYIHOCTH B
oOydenun. Yare Bcero HaOMIOMaeTCs YMEPEHHAS CTEIIEHb YMCTBCHHOM
OTCTAJIOCTH, HO Y HEKOTOPBIX OHAa MOXKET BaphbUPOBATH OT JIETKOH /IO yMEPEHHOM
WJIM OT YMEPEeHHOH 10 Tsoxenoi. [IporpaMma o0y4eHunst JOImKHA CTPOUTHCS TT0
WHIUBUAyaTbHOMY IUiaHy. llpeamonaraercs, 94To OOMBIIMHCTBO JIeTel HE
CMOT'YT JKHTb MTOJTHOCTBIO CAMOCTOSITEIIBHO, KOT/Ia BBIpACTyT. Poaurenn
MTOTYEPKUBAIOT, YTO Y UX JeTell OTIINYHAas 3pUTENIbHAS TTaMSTh.

IloBenenue
B ocHOBHOM y neTelt npykemroOHbIi XapakTep. Y 3HauUNTENBHON YacTH JeTel
HUMEIOTCS paCCTp0PICTBa MIOBE/ICHUS: PACCTPONUCTBA ayTHCTHYECKOTO CIIEKTpa,
Tepena/ibl HACTPOCHHS, IPOSIBIICHUE arPECCHH K cebe niu
omuskuM. /g gereit ¢ mpobiemMamu B TOBEIEHUHT
COCTAaBIISIIOT PaclopsiIoK IHS. bonbmmHCTBO ponuTrenei
3aMEUaloT, YTO UX JIETH HEraTHBHO PEarupyroT Ha IPOMKHE
1 HEOXKUIaHHBIE 3BYKH (THIIEPAKy3Hsl), HO IPH STOM
MOJIOKUTEIIEHO OTHOCSITCS K MPUKOCHOBEHUSM K JIMILY
(HarpuMep, OHM CHEUAIBHO HAKPBIBAIOT JIUIO maphom).

“O - 3a00TMBbIN pedeHoK. JKecTamu CrIpanMBaer, He
HyXHa J1 MHe tomotib. OH ¢ pafocThIO T0cTaeT Oesbe
13 CTHPaJIbHON MalIMHBI, paccTaBIsIeT K 00emy
TapEJIKH WM TIOMOTaeT HECTH MAaKEThl C IPOAYKTaMHu




Mpo6nembi co 3a0poBLEM

Onuiencusi bolee MOTOBUHBI IeTeH W B3POCIBIX CTPAAaOT (eOpHIbHBIMU
CyZOpOramMu WJM 3MWIENTUYECKUMU TPUCTynaMu. Bo3pact Havaia BapbUpyeT.
bonpmmHCTBO eTel Na€r XOpOILIMKA OTBET HA TPOTUBOIMUIIETITUYECKU E
npemnapartbl. Y HEKOTOPBIX CYJIOPOTH HUCUE3aI0T CO BPEMEHEM.

HeiipoBu3syann3zaunonnbie oTkJI0HeHHsT C MOMOIIbIO BU3yaTU3aIluu
cTpykTyp roiaoBHoro mosra (MPT wiu KT romoBHOro Mo3ra) MO>XHO OOHApYKUTh
pa3IUYHbIC aHOMAJIMH, HAIIPUMED, YMEHbBIIICHUE B 00bEME BaXKHBIX CTPYKTYP
MO3ra, BKIIFOYAOUIMX Y€PBb MO3KEUKA, U paCIIMPEHUE KEITYN0UKoB Mo3ra. [Ipu
ATOM HH Of[HA M3 ITUX aHOMAJIMH HEe XapakTepHa s cuaapoma PACSI.

Hwu3knii Mpimevnblii Tonye Huskuil MpIniedHbIil TOHYC (TUITIOTOHUS )
OOBIYHO MPOSIBIISICTCS Y HOBOPOXKICHHBIX U MOXKET COXPAHSTHCA B TCUCHUE BCETO
nerctBa. M3-3a 3TOro BOZHUKAIOT MPOOJIEMBI C KOPMIIEHHEM, JIBUTATEIbHbBIE
HapylIleHus, miockoctonue. HekoTopsle neTH, Korjna Ha4YMHAIT XOAUTh, HOCST
OPTOIEIMYECKYIO O0YBb.

TpynnocT npu kopmiaeHun (opajbHoe oTBpamienne) Emie B MiajgeHuecTBe
MOTYT BO3HUKHYTb ITPOOJIEMBI TIPH MIPHEME TTHIIH, HO OOBIYHO OHU MPOSIBISIOTCS,
KOTJia B pallmoHe peOeHKa MosBIsieTcs TBepaas numa. bonbmiHCcTBO nereit
MPEANOYUTAIOT MITKYIO HIIM KUIKYI0 nuiry. OpajbHOe OTBPAIEHUE MOYXKET
IIPUCYTCTBOBATh y J€TEH, TOJPOCTKOB U B3POCIBIX. DTO MOXKET IPUBECTH K
OTCTaBaHUIO B (PU3UUECKOM Pa3BUTHUHU U pe3Koi xynobe. HekoTopslii geTsam
MOXKET OTPeOoBaThCS KOPMIIEHHE Yepe3 racTpOCTOMHYECKUI 30H].

IMopoku cepaua boiee momoBuHEI niofaei ¢ cuaapomom PACS1 umeroT
nopoku cepa. Hanbomee 4acTeIMu SBISIOTCS IEPEKT MEKIIPECEPIHON WITH
MEXOKETY0YKOBOU MIEPErOPOJIKH (OTBEPCTHE B TIEPETOPOAKE MEKTY
MPEACEPIUSIMH WITH KEITyI0YKaMH, KOTOPOE IIPUBOJMUT K COPOCY KPOBH M3 JIEBBIX
KaMep cepjiia B MPaBble U UX Meperpy3ke), a TakkKe OTKPBITHIA apTepUaTbHBIN
MPOTOK (HECTIOCOOHOCTh apTEPHATHLHOTO MPOTOKA 3aKPBITHCS MOCTIE POXKICHUS,
Kak 3TO OBIBACT B HOPME).

AHoOMaIuM pasBUTHUA I71a3 U 3peHue [(ns nroneit ¢ cuaapomom PACS1
XapaKTepHbI pa3INYHbIC HAPYLICHUs 3pEHNUS U aHOMAJIMK Pa3BUTHS I1a3. MoryT
BCTpeYaThCcs MUAOHS (OIM30PYKOCTh), CTpadr3M (KOCOTIa3He) U aCTUTMATH3M
(pa3MbITOE MK NCKaXKEHHOE N300paskeHue). Y HEKOTOPBIX IO OTMEYAr0TCS
HUCTarM (HEIpPOU3BOJIbHbBIE PUTMUYHBIC JBIKEHHS I71a3) U KOJ0OoMa
(HapyIIeHHe LIeJIOCTHOCTH OAHOM U3 CTPYKTYP IJ1a3a, HaIpUMep, Pagy>KKU M
3PUTENBHOI'O HEPBA).

Kpunropxusm Kpuntopxusm — 3T0 caMmoe 4yacToe HapyLeHUe Pa3BUTHS
MY’KCKHX MOJIOBBIX OpraHoB y Jirojfieil ¢ cunapomom PACS]. TlpumepHo y
MOJIOBUHBI MAJIbUMKOB € 3TUM 3a00JI€BAaHUEM STMUKU HAXOAATCS B OPIOLIHOM
nojocTy. Eciy oHM He OIyCKalOTCsS B MOIIOHKY CAMOCTOSITEIbHO, HE00X0AnMa
orepanus.

3amopsl  3anopbl BCTPEYAIOTCA NPUMEPHO y OJIOBUHBI I€TEN C CHHAPOMOM
PACSI.



PekoMmeHaauum no MeguLUMHCKOMY 06CreOBaHUIO
Hetsim ¢ cunapomom PACSI
HE00X0IMMO HaOIIIO/ICHUE Y TIeInaTpa
1 o0OcretoBaHUE Y HEBPOJIOTa,
JIOTOTIeIa U IUETOJIOTa.

Pekomenoauuu:
JMeTa ¥ HaOJIOZCHUE Y TUETOJI0Ta
(pu HEOOXOAMMOCTH);
MPOBEICHUE
anektposHuedanorpammsl (I31)
JUTSL OTIPEJICIICHUS DIIEKTPUICCKON
AKTUBHOCTH TOJIOBHOTO MO3Ta MPpU
TI0JIO3PCHHMSIX Ha JIHJICTICHIO,
MPT ronoBHoro mosra (npu
HEO0OXOMMOCTH);
HaOmroAeHNE y 0(TaTIbMOJIOTA;
V3U ceparia 1 movex Asis
WCKITIOYCHHSI CTPYKTYPHBIX
MIaTOJIOT UM,
HaOJIIOZCHUE Y YPOJIOTa C EbI0
UCKITIOYEHHS] KpUIITOpXHU3Ma (17151
MaJIbYMKOB);
JieYeHre U Mpo(HIaKTUKA 3aTIOPOB
(Ipu HEOOXOTUMOCTH ).

Ilocne oocneoosanus:
JTUHAMUYECKOE HAONIIOICHHE Y 1€ (PEKTOJI0Ta;
3aHATHUS C JIOTOIIENIOM;
3aHATHUSA C (PU3UYECKUM TEPATICBTOM M 3PrOTEepareBTOM
(pu HEOOXOAMMOCTH);
peryispHas mpoBepKa 3peHus (Ipu He0OXOTUMOCTH ).

“O taxoii xutpenbkuii! To CIPAYET HTPYIIKH OT HAC, TO
YKpPOETCsl 0JIeSIIOM BMECTO TOT0, YUTOOBI COOMPAThCs B MIKOTY. Y
HEro o4apoBaresbHas yIblOKa U 3apa3uTenbHblil cMeX. OH OYeHb
MUJIBII peOeHOK, U, Take He yMesl TOBOPUTH, O KPEnko
oOHUMaeT Bac, LENTyeT WU IIaJUuT PyKU WIN JIULO, YTOOBI
MoKa3aTh MPUBsS3aHHOCTb. Ho Gosbliie Bcero oH JIOOUT

O0OHUMATBCS TIepe]l CHOM.



Noyemy 31O Npousowwno?

Cungpom PACS1 Bo3HUKaAET B pe3yibTare MyTauuu B rene PACS].
Cpenu Bcex M3BECTHBIX HAM CEMEM JIUIIb Y OJHOTO peO&HKa MyTalus
ObLTa yHaclieZIoBaHa OT poauTest ¢ CuHApoMoM PACS1. B GosbmmHCTBE
ciy4daeB MyTauuu B reHe PACS] mpOUCXOIAT COBEPILIEHHO CIy4ailHO U HE
oOHapyxuBaroTcs y poauteneit (myramus de novo). Takum o06pazom,
nu3MeHeHue B rene PACS] oOHapyKuBaeTcs TOJBKO y pedénka. [lpu
3a4aTUH N'€HETUYECKUN MaTepras pOAUTENICH KOIMPYETCs B AULIEKIETKY
U CIEPMATO30U/, TIPU CIUSIHUU KOTOPBIX pa3BUBAETCS SMOPUOH.
KomnupoBanue reHeTnyeckoro Marepuasa He BCEraa MPOUCXOIUT
UJ€aNbHO, TIOATOMY MHOTJa BO3HUKAIOT ClIydaliHble MyTalluU. JTO
€CTECTBEHHBIH MpOIIecC, HE 3aBUCAIINI OT 00pa3a )KU3HU, TEUCHUS
OepeMEHHOCTH WJIM SKOJIOTUYECKUX (PaKTOPOB.

MoxeT nu 3To NPON30UTHN CHOBa?

VY GonbmmHCTBA poauTenei aetei ¢ cuaapomMoM PACS1 u3MeHEHHUS B
reHe PACSI He o6HapyxeHbl. Eciin y ponuTeneit, yxe UMEIOINUX peOeHKa
¢ cugapoMoM PACS]1, MyTanus B 3TOM I'eHe OTCYTCTBYET, TO BEPOSITHOCTH
POXKJIEHUS CIEAYIOIIEro peOeHKa CO CX0KUM CHHIPOMOM COCTaBIISIET
MmeHee 1%.

Ho teopetnuecku puck poskaeHHs ele 0JHOro peOeHKa ¢ CHHAPOMOM
PACS1 ectb. OH 00yciiOBIIeH EHOMEHOM, KOTOPBIN Ha3bIBACTCS
«TOHAJHBIM MO3auLM3M», KOT/Ia Y OJTHOTO U3 POJAUTEIEH IPUCYTCTBYET
MyTauus rena PACSI B sidliekiaeTke win crnepmarosouie. [loaromy npu
MIPOCTOM aHAJIM3€ KPOBU MYTALMIO BBISIBUTH HEBO3MOXHO. Ha npakruke
TOHA/IHBI MO3aUIIU3M y POJUTENIEH JACTEeH C 3TON MyTaluel moka He ObLT
oOHapyxeH. Puck poxxaenus pedenka cunipoM PACS1 y Apyrux 4ieHOB
CEeMbH TaKOM ke, KaK U y JIF000ro uejoBeka. BeposTHOCTh poskieHus
310pOBOr0 pebeHka oT poautens ¢ cunapomom PACS1 cocrasuseT 50%.

Ka)KI[aﬂ CUTyallud UHAUBUAYAJIbHA. Bpa‘I—FeHeTI/IK PaCCKaxxeT O
BCPOATHOCTHU BOSHHUKHOBCHHA CHUHAPOMAa HMCHHO B Balllel ceMbe.

“ Ham yHMKaIbHBIH peGEHOK IOMOT OTKPBITh HaM T1a3a Ha
MHOTHE Beliu. Jla, HaM HEMPOCTO U HY)KHO MHOTO TEPIICHHUS, HO B
KOHIIE KOHIIOB 3TOT TPY/ BO3HArpayKaaeTcsi. Mbl OCBOWIIN SI3bIK
MaxkaToH, B KOTOPOM HCIIOIB3YIOTCS KECTHI U CUMBOJIBI, U
HAyYWIUCh IOHUMATh €TO PeUb U S3BIK Tesia. MBI 1ae MeuTaTh
HE MOTJIM 0 0oJiee Jr00sIIeM, CYaCTIMBOM U 0COOCHHOM

MayiburKe. Mbl 0€3yMHO TOPIUMCSI €70 JOCTHKCHUSIMU
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NMopapepxka u nHcpopmauuma
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C Unique BBI 6y£[eTe OCTaBaThCA B KypCC IMOCICTHUX OTKpLITI/Iﬁ B I'CHCTHKC, a TaK¥KC
CMOXKETE NOJTYUYUTD MOAACPIKKY U CBA3ATHCA C CEMbsAMU, KOTOPBIC OKa3aJIucCh B
aHAJIOTUYHOI CUTYyalluu.

Unique — 3T0 6J1aroTBOpPHUTENbHAS HETOCYAaPCTBEHHAS OPraHU3aust. A 3TO 3HAYHT, YTO
u3 OI0/KETa Ha HAIM IIPOEKTHI CPEACTBA HE BBIIEIAIOTCS, U MBI paboTaeM, TOJIBKO ECITH
HaM yJIaeTCs MOJYYUTh TPAHT UK TIOKEPTBOBAHMS OT HEPABHOMYIIHBIX Jifojiei. Eciu

BaM HE 663p8,3J'II/I'-IeH Hall MpOEKT, U Bbl T'OTOBLI NOAACPKATH HAC MAaTCpHUAJIBHO, CACIATh
3TO MOKHO Ha caiite: www.rarechromo.org/donate. [asaiiTe momoratb Apyr apyry!

Beo6-caiiThl u cebliku B DeiicOyk

JInst aHrJIOS3BIYHBIX CEMEN:
www.facebook.com/PACS1Syndrome
www.pacs1.info
www.pacs1foundation.org/pacs1
www.facebook.com/groups/1521777111380249

J71st mcraHosI3bIYHBIX CEMEH:
Email: Pacslespanaldgmail.com
www.facebook.com/PACS1sonrisas

B 6pomrtopax Unique MOTyT IPUBOAUTHCS CChIIKH Ha CAWTHI APYTUX OPraHU3AIMi U IPoYHe
TeMaTHdyeckue cooduiectBa u pecypebl. OnHako Unique He IpHHUMAET Ha ce0s 1 He HeceT
OTBETCTBEHHOCTH 32 Ka4€CTBO M JOCTOBEPHOCTh Pa3MelaeMoil HHGOpMAaLUH.

Hacrosias Oporrtopa He 3aMeHsIeT KOHCYIbTanuio Bpaya. [To Bcem Bompocam o
JIMATHOCTUPOBAHHbIX T€HETHYECKHX OTKJIOHEHUSX, CHMITOMAX U UX JICYUSHUH HEOOXOIMMO
oOpamarsces K crenuanicram. Ha MOMEHT ImyOIrKaIiy HaCTOSIIeH OPOIIIOph HH(POPMAIHS,
IpeJICTaBJIeHHas B Hel, akryaibHa. OJJHAKO COBPEMEHHAs! TeHETHKA Pa3BUBACTCS O4EHb ObICTPO,
M03TOMY 110 Mepe MPOBEACHUS HOBBIX UCCIIEIOBAHNI HEKOTOPBIE JAHHBIE MOTYT MEHSTHCSL.
I'pynmna nognepsxku Unique crapaercst ObITh B Kypce MOCIEAHUX HAYIHBIX H3MEHEHUI U TIPH
HE00XOJMMOCTH OOHOBIISIET OIMYOIMKOBaHHBIE Opomopbl. HacTosiias Oporiropa cocTaBieHa
nokropoM STHHeke Cxropc 1 npodeccopoM Kadeapbl FeHETHKH YeJIOBEKa MEIUIIMHCKOrO IIEHTpa
YHuuBepcurera Helimerena Xanom bpyHuepom.

ITepeBoz BBINOIHEH B paMKaxX BOJIOHTEPCKOro MepeBoayeckoro npoekra Unique kadeapsr
nepeBoza PI'TTY um. A.U.T'epuena, Cankr-IletepOypr, Poccust, mpu mogaepxke OO0
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