Moapepxka n nHpopmauus

M Rare Chromosome Disorder Support Group,

(I'pynna noasepKKu cemeii ¢ peIKHMH XPOMOCOMHBIMH OTKJIOHCHHSIMH)

The Stables, Station Road West, Oxted, Surrey RH8 9EE, UK
Tel: +44(0)1883 723356

o .
U nl e infoldrarechromo.org | www.rarechromo.org

Understanding Chromosome & Gene Disorders

C Unique BbI Oyaere ocTaBaThCsl B Kypce MOCIEIHIX OTKPBITHH B TeHETHKE, a TaKKe
CMOXETe MONYYUTh MOAJEPHKKY U CBSI3aThCS C CEMBSAMU, KOTOPbIE OKa3aIlCh B
aHAJIOTUYHOM CUTYaIIHU.

Unique — 3T0 6J1ar0TBOPUTENIbHAS HErOCYAapCTBEHHAS OpraHu3anus. A 3TO 3HAYUT, YTO
13 OIOJKETa Ha HAIIIK MPOCKTHI CPECTBA HE BBIACSIIOTCS, M MBI pab0TacM, TOIBKO €CITH

HaM yAac€TCs MOJYINUTh I'PAHT WK OKEPTBOBAHNSA OT HEPABHOAYIIHBIX J'IIOI[efI. Ecmu

BaM HC 6e3pa3nHqu Hall MPOEKT, U BBl T'OTOBBI MOAACPKATh HAC MAaTCPHUATIbHO, CACIATh

9TO MOXKHO Ha caiire: www.rarechromo.org/donate. [agaiite momorats Apyr apyry!

Beob-caiiThl u cebliiku B DeiicOyk

JInst aHTJIOSI3BIYHBIX CEMEN:
www.facebook.com/PACS1Syndrome
www.pacs1.info

www.pacs 1foundation.org/pacs]
www.facebook.com/groups/1521777111380249

J71s1 mcraHoSI3bIYHBIX CEMEH:
Email: Pacs1espanaldgmail.com
www.facebook.com/PACS1sonrisas

B Oporropax Unique MOr'yT IPUBOJUTHCS CCHUIKM HA CalThl APYTHX OpPraHU3aLlUid U IpoYue
TemMaTuyeckue coobmecta u pecypesl. OnHako Unique He NpMHUMaeT Ha ce0s U He HeceT
OTBETCTBEHHOCTH 32 Ka4€CTBO M JOCTOBEPHOCTh pa3MelaeMoil HHPOpMaIUH.

Hacrosias Opourtopa He 3aMeHsIeT KOHCYIbTanuio Bpaya. [To Bcem Borpocam o
JIMArHOCTHPOBAHHBIX F'EHETHYECKHX OTKJIOHEHUSX, CHMITOMAX U UX JICYUSHUH HEOOXOIMMO
obpamarecs K crenuanrcram. Ha MOMEHT ImyOauKaIiy HaCTOSIIeH OPOIIIOphl HH(OpMAIHs,
IpeJICTaBJIeHHAas B Heil, akTyainbHa. OJJHAKO COBPEMEHHAsI TeHETHKA Pa3BUBACTCS O4EHb OBICTPO,
MO3TOMY 10 MEpEe MPOBEACHUS HOBBIX UCCIIEIOBAHNI HEKOTOPHIE JAHHBIE MOTYT MEHSATHCSL.
I'pynna noxnepxku Unique crapaercst ObITh B Kypce IIOCIESIHUX HAyYHBIX U3MEHEHHI U IIPU
HEO00XOMMOCTH OOHOBIISIET OIMYOIMKOBaHHbIE Opomrropbl. HacTosiiiast Gporiropa cocTaBieHa
nokropoM STHHeke Cxropc 1 podeccopoM Kadeapbl FeHETHKH YeJIOBEKa METUIIMHCKOrO IIEHTpa
VYuusepcurera Heiimerena Xanom bpynuepom.

ITepeBoz BBIMOIHEH B paMKaxX BOJIOHTEPCKOro nepeBoadeckoro npoekra Unique kadeapsl
nepesoza PI'TIY um. A.W.I'epuena, Caukr-IletepOypr, Poccusi, npu nognepxkke OO0
«[IporpaHcneinrs». MeauIMHCKyI0 peAakimio BbinoaHmia Onera AnexkcanapoBHa ColoBoBa,
Bpau-reHetuk, [ bY3 MO MOHUKU nm. M.®.Brnagumupckoro, Mocksa, Poccust.
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YTo Takoe cuHapom PACS1?
KakoBbl Npu4MHBI €10 BOSBHUKHOBEHUA ?

Cunnpom PACS1 — 310 HenaBHO
BBISIBIICHHOE PEJIKOE T€HETUYECKOE
3a00JIeBaHHE, OTIUIUTEIIBHBIMU
0COOEHHOCTSIMH KOTOPOTO
SIBJISTFOTCSI 3a/ICPIKKa Pa3BUTHS/
YMCTBEHHAsI OTCTaJIOCTh U
JIETKOy3HaBaeMble crieupuyecKue
yepTsl auua. Ilpu atom cunapome
TaK)X€ MOTYT OTMEUaThCs
BpOXJAEHHBIEC TTIOPOKH PA3BUTHSL.
[IepBble aBa city4ast CHHAPOMA
PACSI1 6p1mm ormucanst B 2012
roay B Hunepnangax u bensrum.
Ha ceromusamuuii neHr B
MEIMIMHCKOMN JTUTEpPAType OMUCAHO
20 manueHTOB C CHHIPOMOM
PACSI1 u3 pa3nbix crpan mupa. Emie y 10 yenoBek CHHIpOM He
MOATBEPKIeH OPUIHATIEHO, HO UX POJAUTEIHN COCTOAT B COOOIIECTBE
PACSI1 B Facebook (cm. mocnennioro crpanuity). B mupe HaBepHsika
YKUBET enle MHOTo JitoAei ¢ cunapomom PACSI, koTopble oka HE 3HAIOT
0 CBOEM JMarHo3e.

Cunapom PACS1 Bo3HUKaeT HU3-3a 3aMeHbI HyKJIeoTHAa B reHe PACS].
JIHK cocrouTt u3 yetpipex HykiIeoTHaA0B: A (anenun), 1] (muro3un), I'
(ryanun), T (tumuH). Koraa B rene PACS] 1iuTo3uH 3aMeliaeTcs Ha
TUMUH B nio3unuu 607, mpoucxoaut myTanus ¢.607C>T (NM_018026.3),
MPUBOIAIIAS K BOSHUKHOBEHHUIO CHHIPOMA.

Ha naHHBII MOMEHT HEM3BECTHO, MOTYT JIM PYTHe U3MEHEHHSI B T€HE
PACS] BBI3bIBAaTH TaKOM K€ CUHAPOM, IPUBOJUTH K HOBOMY, JINOO HE
BBI3BIBATh BOOOIIIE HUKAKUX HAPYIICHUH.

I'ensr — 310 yuacTku Mosekynsl JIHK, oTBeuaromue 3a pa3Butue u
(YHKIMOHMPOBAHUE HAIIETO OpraHu3Ma. ['eHbl B3aUMOAEHCTBYIOT JIPYT €
JIPYroM U 0ObEUHEHBI B CTPYKTYPBI, KOTOPbIE HAa3bIBAIOTCS
xpomocomamu. ['en PACS1 pacnionoxeH Ha 11 xpomocome B perrone
q13.1q13.2 na reHomMHBIX KoopauHaTax 66070454 - 66244747 (crangapt
reHoMHo# cOopku hg38). Ha ceroansmnuit nens pynxuuu rena PACSI u
€ro BJIMSHHUE Ha pa3BUTHE KIIMHUYECKUX MPOSIBICHUH CHHAPOMA U3Y4EHbI
HeocTaTouHo. McenenoBanus Ha )KUBOTHBIX MPENOIAraoT, YTO 3TOT
I'€H OTBEYAET 32 Pa3BUTUE KOCTEH JIMIIEBOIO OTJIENA YEPEIA, U 3TO MOXKET
OOBSICHUTH JIUIIEBOE CXOJCTBO NALHEHTOB C CHHPOMOM PACSI.

NMo4yemy 3To npousowno?

Cungpom PACS1 Bo3HUKaET B pe3yibTaTe MyTaluuu B rene PACS].
Cpenu Bcex U3BECTHBIX HAM CEMEM JIMIIb Y OHOTO peO&HKa MyTalus
OblyTa yHacleZioBaHa OT poauTens ¢ cuHapoMoM PACS1. B GosibmmHCTBE
ciaydaeB MyTauuu B reHe PACS] IPOUCXOAT COBEPIICHHO CIIYYailHO U HE
oOHapyxuBaroTcst y poauteneit (myramus de novo). Takum o6pazom,
u3MeHeHne B rene PACS] oOHapyKuBaeTcs TOJBKO y pedénka. [Ipu
3a4aTUM T€HETUYECKUN MaTepras pOAUTENIeH KOIUPYETCs B SMLEKIIETKY
U CIIEpMAaTO30M /I, IPU CIUSHUU KOTOPBIX Pa3BUBAETCS SMOPHOH.
KomnupoBanue renernyeckoro marepuana He BCerja MpoUCXOIUT
UJEaJIbHO, I03TOMY MHOTa BO3HUKAIOT CIydallHble MyTallUU. DTO
€CTECTBEHHBIN MPOIIeCC, HE 3aBUCALINI OT 00pa3a *KU3HU, TEUCHUS
0EepeMEHHOCTH WJIN SKOJOTHYECKHX (PaKTOPOB.

MoxeT nu 3To NPON30UTU CHOBa?

Y GonbmMHCTBA poauTeNnel aeTeit ¢ cuaapoMoM PACS1 u3MeHEHHUS B
rene PACSI ue oOHapyxeHbl. Ecniu y poauTtenei, yxe nMermunx peoeHka
¢ cuaapoMoM PACS1, Myranus B 9TOM I'eHe OTCYTCTBYET, TO BEPOSITHOCTh
POKIECHHUS CIEAYIOIEro peOeHKa CO CX0KHM CHHJIPOMOM COCTaBIISET
meHee 1%.

Ho Tteopetndecku puck poxIaeHHs elle 0JHOro pedeHKa ¢ CHHIPOMOM
PACSI1 ectb. OH 00yciTOBIIEH (P€HOMEHOM, KOTOPBIH Ha3bIBACTCSI
«TOHAJHBIN MO3auLIU3M», KOT/Ia Y OJIHOTO U3 POAMTENEH TPUCYTCTBYET
MyTanus reHa PACSI B sidlekiIeTke win cnepmarosousie. [loaromy npu
IIPOCTOM aHaJu3€ KPOBHU MYTAILIUIO BBIABUTH HEBO3MOXkHO. Ha npaktuke
TOHA/IHBIA MO3aHIIM3M y POJUTENIEH ACTEeH ¢ 3TON MyTaluel moka He ObuT
oOHapyxeH. Puck poxxnenus pedeHka cuaapoM PACS1 y Apyrux WICHOB
CEMbH TaKOM ke, KaK U Y JIFo0OT0 YeJoBeKa. BeposTHOCTh poXkIeHus
310pOBOTO peGeHKa OT poauTens ¢ cuHapoMoMm PACS1 cocraBuseT 50%.

Ka;xz[aﬂ CUTyallis HHAUWBHUAYAJIbHA. Bpa‘{-FCHCTI/IK PaCCKaxxeT O
BCPOATHOCTH BOSHUKHOBCHHA CHHAPOMA UMCHHO B Balllell ceMbe.

“ Ham yHMKaIbHBIH peGEHOK IOMOT OTKPBITh HaM TJ1a3a Ha
MHOTHE Beld. J]a, HaM HEMPOCTO U HY)KHO MHOTO TEpPIICHHS, HO B
KOHIIE KOHIIOB 3TOT TPyl BO3HArpaXkaaeTcs. Mbl OCBOMIH SI3bIK
MaxkaToH, B KOTOPOM HCIOJIB3YIOTCS KECThI U CUMBOJIBI, U
HAYYWJINCh TIOHUMATh €T0 PEeUb U SI3bIK Tela. MBI Jaxke MeuTaTh
HE MOTIJIH 0 00Jiee MI00IIEM, CYACTINBOM U 0COOCHHOM

MaJIbYrKe. Mbl 0€3YMHO TOPJUMCS €r0 TOCTUKCHUAMU
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PekomMeHpauum no MmegMumMHCKOMYy ob6crie4oBaHuUIO
Hetsm ¢ cungpomom PACSI
HE00X0IMMO HAOIIOICHUE y TIeAUATPA
1 o0OcretoBaHUE Y HEBPOJIOTa,
JIOTOTIeIa U IUETOJIOTA.

Pekomenoauuu:
JMeTa ¥ HaOJIOZCHUE Y TUETOJI0Ta
(pu HEOOXOAMMOCTH);
MIPOBEICHUE
anektposHuedanorpammsl (I31)
JUTSL OTIPEJICIICHUS DIIEKTPUICCKON
AKTUBHOCTH TOJIOBHOTO MO3Ta MPpU
TIOJIO3PCHHMSIX Ha JIHJICTICHIO,
MPT ronoBHoro mosra (npu
HEO0OXOMMOCTH);
HaOmroAeHNE y 0()TaTIbMOJIOTA;
V3U cepaiia 1 movex Ajis
UCKITIOYEHHSI CTPYKTYPHBIX
MIaTOJIOT UM,
HaOJIOZICHUE Y YPOJIOTa C EbI0
UCKJTIOYEHHS] KpUITTOpXHU3Ma (17151
MaJIbYMKOB);
JieYeHre U Mpo(HIIaKTUKA 3aTIOPOB
(Ipu HEOOXOIUMOCTH ).

Ilocne oocneoosanusn:
JTUHAMUYECKOE HAOIIOIeHHE Y 1e(PEKTOII0Ta;
3aHATHUS C JIOTOIIEIOM;
3aHATHUSA C (PU3UYECKUM TEPATICBTOM M 3PrOTEepareBTOM
(pu HEOOXOAUMOCTH);
peryispHas mpoBepKa 3peHus (Ipu He0OXOTUMOCTH).

“O Taxoii xutpenbkuii! To crpsYeT UTPyLIKH OT HAC, TO
YKPOETCS 0JIes7IOM BMECTO TOTO, YTOOBI COOUPATHCS B IIKOTY. Y
HEro ouapoBaresbHas yIblOKa U 3apa3uTenbHblil cMeX. OH OueHb
MUJIBIA PEOEHOK, U, AaXKe He yMesl TOBOPUTh, O Kperko
0OHMMaeT Bac, eTyeT WU TTIAAUT PYKU WK JIUI0, YTOOBI
MOKa3aTh MPUBSI3aHHOCTh. HO 00JIbIIIe BCEro OH JIIOOUT

O0OHUMATKCS TIepeNl CHOM.

“ Koraa Hamemy peOeHKY MOCTaBHJIH JHATHO3, MbI
HAKOHEI-TO TOJY4YHJIM OTBETHI HA MHOTHE BOJIHOBABIIINE
Hac Bonpockl. Ham crasno serye, xoTs uH(popMamu o
CHHJIpOME NMPaKTHYECKH He ObUT0. MBI HAIlUIM CEeMbH,
KOTOPBIE CTOJIKHYJIMCh C TAKOM K€ CUTyalluel, U Terepb
MO ICPKUBAEM CBSI3b JIPYT C Ipyrom ~

Hackoabko pacnpoctpanen cunapom PACS1?

Cungpom PACS1 — penkoe 3aboneBanue. TouHOE KOJTUYECTBO JIFOJIEH C
3THUM CUHIPOMOM NOKAa HEM3BECTHO. B MEeIMIIMHCKOM IUTEpAType
onucano 19 marmenToB ¢ myranueit B rene PACSI. Oanako, pa3BuTue
HOBelIen TexHoaornu ceksenuponanus JIHK MoxeT npusecT k Tomy,
YTO B Ouikaiilive HECKOJIBKO JIET YUCIO TMarHOCTUPOBAHHBIX CITy4aeB
CYLIECTBEHHO BO3pACTET (B TOM YHCIIE CPEH B3pOCibIX). il BBISBICHUS
FEHEeTHYECKUX NMPUYMH 3a/I€PKKH Pa3BUTHA y JeTel ObLIIO MPOBEIEHO J1Ba
KIMHU4YecKuX uccienoBanus. [lepectpoiika c.607C>T B rene PACS1
Obl1a 0OHApykeHa TOAbKO y 8 3 3133 mereii ¢ 3a1epKKOH B pa3BUTHH
(0,2-0,3%, mpumepHo y 1 u3 400 nereit).

OO0mue npu3HaKu

VY Bcex aereit ¢ curapomoMm PACS1 oOGHapy:keHa 3aJiepiKKa B Pa3BUTHH.
OOBIYHO OTMEUaeTCs JIETKask WM YMEPCHHAs yMCTBEHHAsI OTCTANIOCTh. Y
HUX TIOX0XKHE YePTHI JIUIA, & PEYeBOE Pa3BUTHE HAPYIIECHO CHUIIbHEE, YeM
MoTopHOE. J[pyrue xapakrepHble 0COOCHHOCTH BKJIFOYAIOT:

CYZIOPOKHBIN CUHAPOM;

BPOKJICHHBIN OPOK cepAma: 1eheKT MeXIPeaCcepAHON Win
MEXOKEITYI0YKOBOM MTEPETOPOJIKH;

HU3KHUI MBIIIEYHBIH TOHYC (THIOTOHUS ), HAaUOO0JIee BEIPAYKEHHBIN B
paHHEM BO3pacTe;

pa3MyHble AHOMAJIUU TJia3;

OpaJIbHOE OTBPAILIEHUE UM TUIIEPYYBCTBUTEIBHOCTh POTOBOM
MOJIOCTY (HEeXKETaHHe WM O0TKa3 OT MUIIH/HATIUTKOB, CIIEIIU(UIECKIE
OIIYIIIEHUS] BHYTPH U BOKPYT MOJIOCTH PTa);

MOBEJCHYECKUE HApyLIEHUs (PacCTPOUCTBO ayTHCTUYECKOTO
CIIEKTpa, IEPEeTabl HACTPOCHUS).

HOCKOHLKy OTHU IIPOSABJICHUA Ha6JHOIIaIOTC}I U 1IpH APpYyrux 3a6OHeBaHI/I$[X,
JJIs1 TIOCTAHOBKHM JJTHArHo3a HCO6XOIII/IMO MMPOBEACHUEC I'CHCTHUYCCKOT'O
aHajInu3a.



PasButue

du3nyeckoe pasBuTHE
BbonsmmncTBO Aereii ¢ cunapomom PACSIT poxknaroTcst ¢ HOpMallbHOM Maccoit
Tenma. MHOTHE JIETH CTAIKUBAIOTCS C TPYIHOCTSIMU TPU TIPUEME TBEPIOH MHIIU
(opasibHOE OTBpaIeHue). Y HEKOTOPBIX MJIAJCHIICB OTMEUAIOTCS TPYIHOCTH
BCKapMJIMBaHU.

MoTtopHoe pa3BuTHE
VY nereii ¢ cunapomom PACS1 MoTOpHOE pa3BUTHE MPOUCXOAUT C 33ICPKKOM:
OHU HAa4YMHAIOT CAMOCTOSITENIbHO XOJIUTh B BO3pacTe 2—3 JieT. Y HEeKOTOPBIX
OTMeYaeTcsl HeyBepeHHas TIOXO/IKa, II03TOMY IS JUTHTENLHBIX MPOTYJI0K
HEOOXOJIMMO KPEeCII0-KOJISICKA.

Peun
MotopuKa pa3BHTAa JIydIlle peuH, HO [IPU 3TOM CTEIEHb 3aJIeP’KKH PEU4eBOrO
Pa3BHUTHS MOXET OBITH Pa3HOM. XOTSI HEKOTOPbIE HAYMHAIOT TOBOPUTH YK€ B JIBA
roja, OOJIBIIMHCTBO OCBAMBACT HABLIKK YCTHOM peduu B OoJiee MO3IHEM
Bo3pacte. Hebonbmioe uucio snrojeii ¢ cuaapomoM PACS1 coBecem He
pasroBapuBaroT. CiocOOHOCTh TIOHMMATh MOXKET OBITh Pa3BUTA TOPa3o JIy4Ile,
yeM roBopuTh. OnHa sxeHmHa ¢ cuaapomoM PACS1 He pasroBapuBaer, HO
yYMEeT YNTaTh U JUIA OOLIEHHS UCTIONB3YET IUIaHIIET C MPUII0KECHUEM
"TouchChat". Taxke MOTYT OKa3aTbCs ITOJIE3HBI IETCKUM SI3BIK )KECTOB M
KapTOYKH C KAPTUHKAMH.

O0y4yenue
N3-3a 3aepKKky yMCTBEHHOTO Pa3BUTHS JIETH UCIBITHIBAIOT TPYIHOCTH B
oOydenunn. Yamie Bcero HaOMOqaeTCsl yMEpeHHAs CTETeHb YMCTBEHHON
OTCTAJIOCTH, HO Y HEKOTOPBIX OHA MOXKET BAPHbUPOBATH OT JIETKOM /0 yMEPEHHOM
WJIM OT YMEpPEeHHOU 10 Tshxenoi. [IporpaMma o0ydeHunst JOIKHA CTPOUTHCS 10
MHIUBUAyaTsHOMY IUIaHy. llpeamonaraercs, 94To OOIBIIMHCTBO JIETEH HE
CMOT'YT JKHTb MTOTHOCTBIO CAMOCTOSITEIIEHO, KOT/Ia BBIPACTyT. Poaurenn
MOTYEPKUBAIOT, YTO Y UX JETEH OTIINYHAS 3pUTENbHAS TaMSTh.

IloBenenue
B ocHOBHOM Y neTelt npykemroOHbIi XapakTep. Y 3HauUUTENBHON YacTH JeTel
HUMEIOTCS paCCTpOHCTBa MIOBE/ICHUS: PACCTPONUCTBA ayTUCTHYECKOTO CIEKTpa,
Tepena/ibl HACTPOEHHS, NIPOSIBIICHUE ArPECCHH K cebe nim
omu3kuM. s nereit ¢ mpoOnemamu B OBEAECHUH
COCTAaBIISIIOT PacropsiioK IHS. bonpmmHCTBO poauTteneit
3aMEUaloT, YTO UX JIETH HEraTUBHO PEarupyroT Ha IPOMKHE
1 HEOXKUIAHHBIE 3BYKH (THIIEPAKy3Hsl), HO IPH 3TOM
MOJIOKUTEIIEHO OTHOCSITCA K MPUKOCHOBEHUSIM K JIUILY
(HamprMep, OHM CHEeUAIbHO HAKPHIBAIOT JIULO maphom).

“O - 3a00TMBBIN pebeHOK. YKecTaMu ClIpalnBaeT, He
HyXHa J1 MHe tomo1ib. OH ¢ paZocThIO T0cTaer Oerbe
13 CTHPaJIbHON MalIMHBI, pacCTaBIIsIET K 00emy
TapEJIKH WM TIOMOTAaeT HECTH MAaKEThl C IPOAYKTaMHu

Mpo6neMbl co 3a0poBLEM

Onuiencusi bojee MOTOBUHBL AeTel U B3pOCIBIX CTPaAaOT (eOpHIbHBIMHU
CyJIoporaMy WJIM MWIENTHYECKUMHU MpUcTynaMu. Bo3pacT Havana Bapbupyer.
BonpumHCTBO AeTell 1aéT XopoLuii OTBET Ha MPOTUBOIMUIIEITHYECKHE
npemnaparsl. ¥ HEKOTOPBIX CYAOPOrH HCYE3aI0T CO BPEMEHEM.

HeiipoBu3syanu3anuoHHble OTKJI0HeHus1 C MOMOIIbI0 BH3yaIu3aluu
cTpykTyp roaoBHoro mosra (MPT wiu KT rooBHOro Mo3ra) MOXXHO OOHApYKUTh
pa3IuYHbIC aHOMAJIMK, HAIIPUMEP, YMEHBIIICHUE B 00bEME BaXKHBIX CTPYKTYP
MO3ra, BKIFOYAIOITNX YepBh MO3KEUKA, U PACIIMPEHUE KEITYJ0UKOB Mo3ra. [1pu
9TOM HH OJ[HA U3 dTHX aHOMAJIMU HE XapakTepHa s cuaapoma PACSI.

Hwu3sknii Mpimeunbnii Tonye Hu3kuii MpImedHbI TOHYC (TUTIOTOHUS )
OOBIYHO TIPOSIBIIIETCS Y HOBOPOXKICHHBIX M MOYKET COXPAHITHCS B TEUCHUE BCETO
nercTBa. M3-3a 3TOro BOZHUKAIOT MPOOJIEMbI C KOPMIICHHEM, JIBUTATEIbHbIC
HapyIlIeHus, TUIoCKocTonre. HekoTopeie 1eTH, Korja HaYMHAIOT XOAUTh, HOCST
OpTONENNIECKYI0 00YBb.

TpyanocTu npu KopmJeHuu (opajbHoe oTBpamienne) Emne B MitageHdIecTBe
MOT'YT BO3HUKHYTb MPOOJIEMBI IIPH ITPUEME IHIIH, HO OOBIYHO OHH MPOSBIIIOTC,
KOrJa B pallioHe peOeHKa MOSsBIISICTCS TBepas nuiia. bolbIIMHCTBO neTei
MPEAMOYUTAIOT MATKYIO HUTH KUAKYIO THUITY. OpalbHOe OTBpAIIEHUE MOXKET
MIPUCYTCTBOBATH Y JI€TEH, MMOAPOCTKOB M B3POCIBIX. ITO MOXKET MPUBECTH K
OTCTaBaHUIO B (DU3MYECKOM PA3BUTHH U PE3KOH XymoOe. HekoTopelit netsim
MOYKET TOTPEOOBATHCS KOPMIIEHHE Yepe3 raCTPOCTOMHYECKUN 30H]I.

ITopoxu cepaua boiee momoBuHBI Jdr0AeH ¢ cuaapoMmoM PACSI umerot
nopoku cep/ia. Harbosee 4acThiMu SBISIOTCS ePEKT MEKIIPEICEPIHON WIN
MEXOKETYI0YKOBOU TIEPETOPOJIKH (OTBEPCTHE B TIEPETOPOIKE MEKTY
MPEICEPIVSIMA WU JKEITyI0YKaAMH, KOTOPOE TIPUBOJMT K COPOCY KPOBH M3 JIEBBIX
KaMep cepliiia B PaBbIe U HX MEPErpy3Ke), a TAKKE OTKPHITHIA apTepHaTbHBII
MPOTOK (HECTTOCOOHOCTh aPTEPHATHLHOTO MPOTOKA 3aKPBITHCS MOCTIE POXKIICHUS,
KakK 3T0 ObIBaeT B HOPME).

AHoMAaIUM pa3sBUTHUA I71a3 U 3peHue [ns mroneit ¢ cuaapomom PACS1
XapaKTepHbI pa3IMYHbIe HAPYLICHUS 3PEHHSI U aHOMAJIMM Pa3BUTHUSA I71a3. MoryT
BCTpeYaThcs MUOMHUS (OIU30PYKOCTH), CTPaOU3M (KOCOTIIa31e) U aCTUTMATH3M
(pa3MbITOE MM UCKaKEHHOE N300pakeHue). Y HEKOTOPBIX JIIOJIEH OTMEYarOTCS
HUCTarM (HENpOX3BOJIbHBIE pUTMHUYHbIE JBIKEHUS I71a3) U KoioOoMa
(Hapy1IeHHEe LeTOCTHOCTU OAHOHM U3 CTPYKTYp I1a3a, HAIPUMED, PALYKKU HIIN
3pUTENBHOIO HEPBA).

Kpunropxusm Kpuntopxuszm — 3T0 caMoe 4yacToe HapyLeHHue pa3BUTHS
MYKCKHUX IOJIOBBIX OpraHoB y mojel ¢ cuaapomMoM PACS]. TlpumepHo y
MOJIOBUHBI MaJbUMKOB C 3TUM 3a00JI€BaHUEM SIMUKU HAXOASATCS B OPIOLIHOM
nojxoctu. Eciay oHM He OMycKaloTcs B MOIIOHKY CaMOCTOATENFHO, HE00X0aAnMa
orepanusi.

3anmopsl  3amopsl BCTpeyaroTcs NPUMEPHO Y TOJOBUHBI JETEH ¢ CHHIPOMOM
PACSI.



