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06s3aTeNbHO NPUCOAUHANTECD... K rpynne nogaep:kkn C22C Ha caiTe. Bbl MHOTOe y3HaeTe OT
LPYrUx poautenen n aeten.

MpucoeanHuTech K coobectsy Unique, 4Tobbl NOAYYMTL A4OMOAHUTENBHYIO MHOOPMALLMIO,
HeobXoAMMYH0 MOMOLLb U KOHTAKTHbIE AaHHble CEMEN C aHaNorMYHOM Npobemoin.

Unique — 370 61arotBoputenbHaa HerocyAapcTBeHHasa opraHmsauusa. PMHaHCOBasA NOALEPKKa
OCYLLLEeCTB/IAETCA 33 CYET rPAHTOB U MOXKEePTBOBaHMIA. Bbl MOXKETe BHECTU MOXKepTBOBaHWeE Ha
Halwem oduumanbHOM carite: www.rarechromo.org

Moxkanyicra, nomoruTe Ham NoMmoyb Bam!

Tpynna noaaepKu cemeii ¢ peAKMMU XPOMOCOMHbIMM OTKOHEHUAMM HoMep B peecTpe 61aroTBOpUTENbHbIX OpraH13aLuil
1110661
Homep B peectpe KOMNaHwuit AHrAnK 1 Yanbca 5460413
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(1]
Kak v Bce geTw, Balw pebeHoK NpuHeceT Bam M pagocTb, U rope. CyacTbe CKnaablBaeTca 13
menoyen.

(11
BONbLWMHCTBO U3 TOTO, YTO A Y3HAN O CUHAPOME DMaHy3/b, 6bII0 B3ATO M3 UHGOPMaLUK B
WHTEpHETE.

Mouyemy cuHapom 3MaHy3l1b Ha3biBaeTCcA UMEHHO TaK?

CMHAPOM IMaHy3/1b Ha3BaH B YeCTb AOKTOPa beBepav IMaHyanb, LUTOreHeTMKa U3
dunagenboum, CLUA. B 2004 roay ocHoBaTenM oHAalH-rpynnbl Chromosome 22 Central gns
NOAAEPKKM poanuTenen aeTei ¢ OTKAOHEHUAMM XPOMOCOMbI 22, NPEASIONUAN AaTb TaKoe
Ha3BaHME COCTOAHUIO, BbI3BAaHHOMY Ha/IMYMEM [LLONOJHUTENbHOWM XPOMOCOMbI, Ha3blBaEMOM
«AepuBaTOM XPOMOCOMbI 22».

[JoKTop IMaHyanb Noy4ynna NpusHaHMe 3a paspaboTKM Mo BbIABNEHNIO UCTOYHUKA AepuBaTa
XPOMOCOMBI 22 ¥ MPUHLMMNA €r0 HacNeA0BaHUA. TakKe AOKTOP NOCTOAHHO HAaXOAMTCA Ha CBA3M C
rpynnoi noagep kv poguteneit. O4HaKoO 3TO OTKAOHEHME HACTONbKO PeaKoe, YTO MHOTME
BPaun, BO3MOXKHO, AaXKe He 3HaIOT, B YeCTb KOro OHO Ha3BaHo.

Opyrve Ha3BaHuA

B Hay4HOl MTepaType TEPMUH KCUHAPOM IMAHY3Nb» HAYaN UCMNOIb30BATLCA TONbKO HeAaBHO.
PaHee OTK/IOHEHWE MMeNo pasHble HAa3BaHWUA: KCUHAPOM AepuBaTa XPOMOCOMbI 22», KCUHAPOM
nepwvsata xpomocom 11;22» namn «yactuyHaa Tpucomma xpomocom 11;22». Bce 3Tn HazBaHuA
OMNUCLIBAIOT TOT PAKT, YUTO B KJETKaX AETCKOro OpraHM3ma BMeCTO NpPUBbIYHbIX 46 XpOoMOCOM
HacuuTbiBaeTca 47. B bonee
[lononHUTeNbHasA XPOMOCOMA COCTOUT U3 BEPXHEN 1 cpeAHel yactu paHHel NuTepaType AaHHoe
XPOMOCOMbI 22 U HUXKHEM YacT Xpomocombl 11 OTK/IOHEeHUEe OMUCbIBaNOCh
KaK «TPMCOMMA XPOMOCOMbI
22» Ha OCHOBaHWUKN
HenpaBUAbHOIO
- npeAnonoXKeHUs, 4To
. 13 OOMNONHUTENbHAA
Xpomocoma bbina TpeTbel B

12 BepxHAA 1 1n2 22- nape XpOMOCOM
K CPEAHAA HacTo i (oTctopa v HasBaHuWe
i XPOMOCOMbI 22 i
«TPUCOMUAY).
.21 .21
' i JononHutenbHasa
123 u 13 XPOMOCOMa COCTOUT 13
233 12.1 v ~
. - BEPXHEWN U CpeaHen 4acTm
242 HwknaR acto 123 XPOMOCOMbI 22 U HUKHEN

243 Xpomocombl 11
25 13.1

B Yyactn xpomocomsbl 11 (cm.
- e 132 PUCYHOK cneBa). 310
AononnutentHblit R 03Ha4aeT, YTo B OpraHM3me
AepuBaTt XpoMmocombl 22 1332
13.33 pebeHKa NpuUcyTCTBYIOT

Xpomocoma 22 A0NO/HUTENIbHbIE KONMUK

83 MHOTUX reHoB, UMeloLWMXCA
- Ha 0beux xpomocomax 22 1
243 11.
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Xpomocoma 11

KaKkoBa BepOATHOCTb POXKAEHUA eLle 04HOro pebeHKa c CMHAPOMOM
dMaHyanb?

CNIOXKHO C YBEPEHHOCTbIO CKa3aTb, KAKOB PUCK MOBTOPHOTO MPOABAEHUA A1 KOHKPETHOM napbl.
Ero MOHO OLLeHWTb cneayrowmm o6pasom: eciv Bbl JeHuwmHa-HocuTenb cbanaHCcMpoBaHHOM
TpaHcaoKauun 11;22, To puck ana kaxcooli nocneapytoliein 6epeMeHHOCTM COCTaBASET OKOO
LIEeCTU NPOLEHTOB. [1/19 MY}KUMHbI-HOCUTENA PUCK HUXKE, MPUMEPHO OT A4BYX 40 NATU NPOLEHTOB.
B MCKNOUUTENIbHBIX CYYanAX, KOr4a HU OAMH U3 poauTeNieil He ABAAETCA HOCUTENEM, PUCK eLle
HUXe, BEPOATHO, MEHEee OAHOrO MPOLLeHTa.

TecTupoBaHMe NO3BO/IAET BbIABUTDL Y €LLle He POXKAEHHOro pebeHKa CMHAPOM DMaHy3/1b Npu
KaXkaou nocnegytowen b6epemeHHocTn. Heobxoanmo coobwmnTb CBOEMY Bpayy O XKelaHuu
NpPOBeCTN NpeHaTabHOe TECTUPOBAHME, KaK TONbKO Bbl y3HaeTe 0 6epemMeHHOCTH.

KTo ewe 13 uneHoB Baweit cembM J0MKeH NPOATU TeCTUpoBaHue?

Ecnun y Bac ye ecTb 4€TH, M OHU 340POBbI, KaK NPaBUIo, HET HEO6XOAMMOCTM Cpasy NoABepraTh
NX TECTUPOBAHMIO, HO Bbl A0/IXHbI 06CYANTL 3TO C BalMM BPadoM-reHeTMKoM. Ecam Balw
pebeHOK A0CTaTOYHO B3POCAbIM, YTOObI 3a60TUTLCA O CBOEM 340POBbE CAMOCTOATE/IBHO, U €CN
OH elle He NPOXOAN/ TECTUPOBAHME HA HOCUTENA, TO OH LO/IKEH OblTb OCBELOM/IEH O
BO3MOXHOCTV ero nposesieHus (ONATb e, aHau3 KpoBK). MccnenoBaHne CTOUT NPOBECTU A0
€0343aHuA COBCTBEHHOM ceMbM. BeposiTHOCTb TOro, YTo pebeHOK MOXKeT BbITb HoCUTeNeM,
cocrasnaet nopaaka 50 npoueHTOB.

Ecnu Bbl — Hocutenb, 1y Bac ectb 6paTba 1 cecTpbl, COOOLLUTE UM O TOM, YTO MOXKHO NPONTH
TectuposaHwue. Mpwu ycnosum, 4To Bbl yHacneaoBanm TpaHCAOKALLMIO OT O4HOIO U3 CBOMX
poauTenen, To BEPOATHOCTb, YTO Bawwm 6paTba UM cecTpbl MOTyT H6bITb HOCUTENAMM, COCTaBAAET
50 npoueHTOoB.

Ecnun y Bac 6onbluas cemba 3
HECKOJ/IbKMX MOKONEHWIA, TO Bawu
poAMTENN MOTYT NPONTU
TECTUPOBAHUE, YTOBLI Y3HATL, rae
npousoLna TpaHc/IoKaumsa. Bawm
TeTW, AAAM Y ABOKOPOAHbIe 6paThba U
CecTpbl CO CTOPOHBI, r4e NponsoLuia
TPaHC/I0KaLMA, TaKXKe MOryT 3aX0TeTb
y3HaTb 06 3TOM.

B aTol cembe MmaTb ABAAETCA
HocuTenem. Y goyepum
[WarHOCTMPOBAH CUHAPOM
OMaHy3/b. AHa/IN3 XPOMOCOM CbiHA
elle He NpoBoAUACA.

[JononHutenbHasa nutepartypa

B HayuHOM XypHane American Journal of Medical Genetics, B Bbinycke 149A (2009) HanevaTaHa
BaXKHaA CTaTbA ANA NIOAEN, KOTOPbIE XOTAT U3y4nTb BONpoC bonee NoapobHO ¢ MeaULMHCKOM
ToukM 3peHus. (Phenotypic delineation of Emanuel Syndrome (Supernumerary Derivative 22
Syndrome): Clinical Features of 63 Individuals, Melissa T u coaBT., cTp. 1712-1721).
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Poct n nonosoe co3peBaHue

BONbLWWHCTBO AeTei C XPOMOCOMHbIM
ancbanaHcom, Kak NpPaBuIo, HECKOIbKO
OT/INYAOTCA OT CBOMX CBEPCTHUKOB. B
60/bLIMHCTBE Cny4yaeB TakKuMe et measieHHee
PacTyT, KaK NPaBWUIO MEHbLUE eaAT U UMEHT
MEHbLUYIO MbILIEYHYIO Maccy BBUAY CBOMX
du3nyecknx ocobeHHocTew. Y getei ¢
CUHAPOMOM IMaHy3/b NOI0BOE CO3PEBaHME,
no BCeW BUAMMOCTH, NPOTEKAET, KaK Uy
APYrVX AeTell, HECMOTPA Ha TO, YTO OHM
MeHbLe.

MosepeHue

Kak v Bce getu ¢ dusnyeckumm nnm
YMCTBEHHbIMW OTKNOHEHWUAMM, OHU MOTYT
MCNbITbIBaTb pPa3oyapoBaHue M 6eCnoKonCTBo,
KOTZa OTYaAHHO NbITAOTCA 06LWaThCS,
MCNO/b3ys OrpaHUYeHHble cpeacTsa. OgHako
6ONbLIMHCTBO poanuTenei aeten ¢ CMHAPOMOM
dMaHya/ib rOBOPAT, YTO UX AETU B LLEJIOM
CYACTAMUBbI M 06LMUTENbHDI, NHOBAT CAyLIaTb
MY3bIKY U HaXo4uMTbCs B 0bwecTse, obnagatoTt
XOPOLUUM YyBCTBOM tOMOPA.

YetbipHaauaTb net

(13 o

OHa Becenan v obwuTenbHan AeByLIKa, KOTOPOWN HPaBUTCA BbITb B KONNeKTMBe. OHa y3HaeT
cBoero oTua, 6paTbes, 6abyLLKY U Apy3eli ceMbU, OXOTHO Pa3roBapuBaeT C HUMMU U yabibaeTca Um
— podumens 20-nemHeli OesywKu

MpoJoNKNTENbHOCTD ¥U3HU NI0AEN C CUHAPOMOM IMaHY3Nb

B HacTosALLee Bpems BCTPEYAOTCA 04N C CUHAPOMOM IMaHy3/b, KOTOpbIM yxKe 6onblue 30 neT.
NHbopmaunm o cpesHelt NPoLONKUTENBHOCTU KU3HM YeN0BEKa C CUHAPOMOM DMaHy3/b HeT. Ha
CaMOM fiefie, 3TO 3aBUCUT OT paga GaKkTopoB, Hanbosiee BaXKHbIM U3 KOTOPbIX ABNAETCA CTENEHb
TAMKECTU KaKnX-NMB0o BpOXKAeHHbIX AedeKToB. Ecan BpoxKaeHHble AedeKTbl He3HaUUTe IbHbl UK
MoA4atoTCA KOPPEKLMK, TO APYTMM BaXKHbIM GaKTOPOM ABAAETCA CTENEHb OrpaHUYeHHOCTH
dU3MYECKMX BO3MOKHOCTEN. KpoMe TOro, pUCK NpekaeBpeMeHHOW CMepTH NOBbILAIOT Takue
NPoABAEHUSA, KaK CYLOPOXKHbIA CUHAPOM UK cnabas MMMYHHAA CUCTEMA, XapaKTepHble ANs
No60ro YenoBeka ¢ cepbe3HbIMU HapyLIEHUAMM.

€ C Tex nop, KaK POANNCH HALLM LOYEPH, CUNbHO U3MEHWIACH CUTYALMA C GUBUYECKO]
Tepanuei, aprotepanueit, 06pasoBaHMEM U 3HAHUAMU B 061aCTU MEANLMHBI... i CYUTALO, YTO
[OETU, POXKAEHHbIE CEroAHA, CMOTYT MOYYUTb HAMHOIO 6o/blUe, YeM Haln — podumerns 34-
nemHux 6au3Heyo08

(11 v
B 26 neT oHa No-nNpeKHeMy Haxo4MTCA Ha YPOBHE pPa3BUTUA pebeHKa, KOTOPbIW HyXKAaeTca B
No/sIHOM yxoae — pooumess 26-nemHeli 0egywKu
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OTKyAa noABAseTcA AepuBaT XpOMOCOMbI 227?

MccnepoBaHma AOKTOpa IMaHyab MOKa3asau, YTo AOMNOHUTEIbHAA XPOMOCOMa Hac/eyeTcsa oT
O4HOrO U3 POAMUTENEN, Yallle BCEro OT MaTepu. ITOT poaUTEb ABAAETCA HocuTenem. Y HocuTens
06bI4HOE KONIMYECTBO XPOMOCOM — 46. OAHAKO MeXAy OAHOW U3 xpomocom 11-i napbl n ogHoOM
N3 XpOMOCOM 22-4 Napbl NPoM3oLLIEeN B3auMHbI 06MeH yyacTkamu. [laHHoe ABneHne
Ha3blBaeTCA TpaHCNOKaumen. Ecam Yncno reHoB He YBENIMUMBAETCA M HE YMEHbBLLAETCSA, TO TaKoe
AB/IEHNE Ha3blBaeTcA cbanaHCMPOBAHHOM TPaHC/IOKaLMEeNn.

r

DononHutenbHas
Xpomocoma 06bluHO
HacnegyeTca oT maTtepm

TpaHcnoKauma nap xpomocom 11;22 yHUKanbHa Tem, YTO OHa ABAAETCA GpaKTUYECKU
e[MHCTBEHHOWM cbanaHCMpPOBAHHOW TPaAHC/IOKaLen, Habtoaatolencs y el 6e3 poacTBeHHOM
€BA3KN. BONBLWNHCTBO e Apyrux cbanaHCMpPoOBaHHbIX TPAHCNOKALMI YHUKANbHbI ANA YNEHOB
ofHoM cembu. Y Unique TakKe ecTb 6poLutopa no TpaHcnokaumm 11;22.

Mouemy gepusaTt Xxpomocombl 22 06bIYHO HacnegyeTca OT maTepu?

Mbl He 3Haem HaBepHsAKa, MoYemy Tak NPOUCXOANT. EC/IM MyXKUMHa ABNAETCA HOCUTENEM
TPaHCAOKaLMK, TO OfHa 4acTb ero cnepmbl 6yaeT cofepaTb HOPMasbHOE KOAUYECTBO
XPOMOCOM, @ BTOPas 4YacTb byeT cogepKaTb HEKOTOPOe KONNYECTBO AepMUBaTa XPOMOCOMbI 22.
OpHaKo BepOATHOCTb OMNOA0TBOPEHMUA AWLLEKNETKU CNEPMON, COAEPIKALLEN aHOMANIbHYIO
XPOMOCOMY MEHbLLE, YEM CMEePMOI C HOPMabHbIM HABOPOM XPOMOCOM. AHANOTUYHBIM
06pa3oMm XKeHLUMHbI, KOTOPble ABAAIOTCA HOCUTENAMM TPAHCA0KaumMK, ByayT NpovM3BoOAUTL ABa
TMNa ANLEKNETOK: C JONONHUTENBHON XPOMOCOMOM U 6e3 Hee, HO, BEPOATHO, 06a TNa byayT
OnI04,0TBOPEHbI OAMHAKOBBIM 06pasom.

OKO/10 NATU NPOLLEHTOB /IOAEN C CUHAPOMOM 3MaHy3/1b YHACNeA0BaAN AONONHUTE/bHbIN
XPOMOCOMHbIM MaTepuan oT oTua, a 95 NpoLEHTOB yHacNeA0Banu ee oT maTepu. B
WCKIOUUTENbHO PEAKMX CYHanX HU OAWH U3 poAuTEeNel He ABAAETCA HocuTeem
c6anaHCcMpPOBaHHOM TPAHCNOKALUMU.

HackonbKo pacnpocTpaHeH CMHAPOM DMaHy3/1b?

To4yHOoe YnCcno cnyyaeB He M3BeCTHO. OH BCTPeYaeTca A0BO/IbHO PEAKO: B MeAULMHCKOM
nuTepatype coobuaerca Tonbko o 200 cnyyanx. Tem He meHee, B Unique ecTb 22 y4acTHMKa C
CUHAPOMOM IMaHyY3/b, Nopsaaka 200 AeNCcTBYIOWMX U DbIBLUMX Y4aCTHUKOB OHAQWH-TPYMMbI
Chromosome 22 Central ansa nogfep»Kku poautenei, CTONKHYBLUUXCA C CUHAPOMOM IMaHya/b,
1, CKOpee BCEro, U3 He aHI/I0roBOPALLMX CTPaH TaKWX NtoAei HaMHoro bosblue.

7] o . o

3apaBaiiTe BONPOCh! M 06WaNTECh C APYTMMM POAUTENAMM TaKUX Ke aeTeit. byabTe npeaenbHo
YeCTHbI C HUMM, TaK KaK NPUHATUE HAPYLLUEHW 34,0P0BbA Y Ballero pebeHKa NoOMOKeT U Bam, U
emy.



MocTtaHOBKa guarHosa

MocTaHOBKa AMarHosa NpoBOANUTCA NOCPEACTBOM 3a60pa KPOBM Ha aHANIN3 XPOMOCOMHOIO
Habopa.

Bpauu 06bIYHO PEKOMEHAYIOT NPOBECTU XPOMOCOMHbIM aHaN3 AETAM C BPOXKAEHHBIMU
nedeKkTamMun UK 3a4epKKoN B pa3BuTUK. NMoaTomy 6ONbLINHCTBY AeTel AMarHo3 «CUMHAPOM
3MaHya/b» CTAaBUTCA B M1afieHYecTBe (B Te4eHWe NepBoro roda XusHu).
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Xpomocombl YesioBeKa (MyKUMHbI) C CUHAPOMOM IMaHY3b.
YenTas cTpesnka yKasbiBaeT Ha AOMONHUTE/IbHbIA AepUBaT XPOMOCOMbI 22.

B npowwbix NoKoneHusx Bawei cembm, BEPOATHO, BbiAn gpyrue Ntogm ¢ CMHAPOMOM IMaHy3Nb.
Ecnun oHn ymepnu, byayun monogsimum (4To 66110 paHblue pacnpocTpaHeHo cpeam aeteli ¢
XPOMOCOMHBIMWN OTKIOHEHWUAMM), TO CKOpee BCEro, TaKol AUarHo3 UM He 6bin NocTaBneH. Nau
€Cun OHU poaunnch go 80-x roaos XX Beka, TO TaKOM AMarHo3 npocTo He Mor BbITb BbIABAEH, TaK
KaK TEXHO/I0TMU UCCe0BaHNA XPOMOCOM Npu 3abope KPOBM He CyLLecTBOBasO.

[11 o
3TO HENPOCTOM NYTb, HO U B HEM €CTb MHOIO PaAOCTHbIX MOMEHTOB

é Cemb mecAues

KpoBW Ux pebeHKa 6bln 06HaPYKEH HU3KUIA YPOBEHb aHTUTEN (MIMMYHOT106YIMHOB), M MO3TOMY
BPay Ha3Ha4YMA UM fledeHne NocpeacTBOM BBEAEHWUA BHYTPUBEHHOTO MMMYHOT106yAnHa (4TO No
CYyTW ABNAETCA NepesiMBaHUEM aHTUTEN). HEKOTOpble poanTenn 06HAPYKMUAN, YTO 3TO NOBANUANO
Ha KO/IMYecTBO MHEKLMI y ux pebeHKa.

Cyn0poXKHble CUHAPOMbI

CyZL0pOKHbIE CUHAPOMbI — YacToe ABNEHWE Y AeTel C AaHHbIM cuHApPoMom. COpoK BoceMb
NPOLEHTOB poAMTeNel, y4acTBOBABLLMX B UccnenoBaHum Kaptep, coobwumnu, uto y ux pebeHka
6b121, N0 KpaitHeli Mepe, 0AWH CYOPOXKHbIA NpUCTYN. TpMALATh YeTbipe NPOLLEHTa YKa3anu, YTo
nx pebeHoK B HacToALee Bpems NPMHUMAET IeKapcTBa Ana 60pbbbl C CYA0PONKHbBIM
CUHAPOMOM. TUMbI CYAOPOXKHbBIX CUHAPOMOB Pa3/IMUHbI, Y HEKOTOPbIX AETei BbiABNEHO bonee
ogHoro TMna. CornacHo aTomy UCCNEN0BAHUIO, HET HUKAKUX AOKA3aTeNbCTB TOTO, YTO C
CYZLOPOXKHBIMW CUHAPOMAaMM Y JeTel C CUHAPOMOM IMaHy3/1b CIOKHEe CNPaBUTLCA, Yem Y
OpYrux AeTel ¢ anunencuen.

KopmneHue

Mo mepe B3pocneHna pebeHKa KOPMIEHME MOKET 0CTaBaTbCA NPOHAEMATUYHBIM NO LLeaomy
pAay NpuunH. OA4HAKO 3TO 3aBUCUT OT KOHKPETHOTO Cyyasn. HekoTopble AeTU eAsaT NPOAYKTbI,
COOTBETCTBYIOLLME UX BO3PACTY, MU MOTYT eCTb PyKamu. M3-3a N10oxoi KoopauHaLMK ABUKEHNN
TaKUM AETAM HEMHOTO C/IOXKHEe M0/1b30BaTbCA CTON0BbIMU NpUbopamu.

BonblWMHCTBY AeTelt TpebyeTca NuLwa, KoTopas NpMroTosaeHa ocobbim obpasom (Hanpumep, B
BUAE Mtope) ANs TOro, 4Tobbl OHWU MOT/IM CMOKOMHO ee MPOrI0TUTb, TaK KaK HaBbIK XKeBaHUA ann
TaKMX AeTein ABNAETCA CNOXKHbIM ANA OBNAAEHUA.
MeHbLWMHCTBO (19 NpoLeHToB AeTel) NoNyYaloT NUTaHUe
yepes Tpy6KyY, MMNAAHTUPOBAHHYIO B XKeNyaoK Yepes
oTBEPCTUE B BPIOLLHON CTEHKe (racTpocTomuyeckan Tpybka).
OCHOBHbIMW NPUYNHAMM ITOFO ABNAETCA HECMOCOOHOCTbL
aKKYpaTHO rNoTaTb MULLY, TaK Kak OHM MOTYT NOMNEPXHYTLCA,
VAW KYCOYKM MUY MOTYT NPOHUKHYTb B erkue (acnmpaums),
a TaKKe noslyyeHue A0NONHUTENbHbIX Kanopuii npu
Hef0CTaToO4YHOM NpubaBKe B macce Tena. MHoraa

‘ racTPOHOMMYECKYIO TPYOKY YCTaHaBAMBAKOT BPEMEHHO, ANA
£ onTMMM3aLmMmM Habopa Beca.

TaKKe KopMAeHue yCNoKHAET pedtoKc
(*kenynouHbIN COK BO3BPALLAETCA B MULLEBOL,
TEM CambIM NPUYNHAA 60b). OH JOCTaTOYHO
4acTo BCTpeYaeTca y AeTen ¢ runotoHunen. C
BO3PaCTOM CUTYyaLMsA 06bIYHO yaydLlaeTcs, HO
nHoraa pedntokc Tpebyet neyeHus
aHTaUMOHBbIMU MeguKaMeHTaMu
(HelTpanmsyoLWMMK KUCAOTY) UK faxe
XMPYpPrMyeckoro BMeLlaTeIbcTea
(dyHponnmkauma). CornacHo uccnesoBaHUAM >
KapTtep, To/IbKO BOCbMM NpoLEHTam AeTei = :
notpeb0oBanoCh XMpypruyeckoe BMeLlaTeIbCTBO A/1A nedeHunn pedatokca. 3anopbl — Cemb ne
ele o4Ha pacnpocTpaHeHHas Npobiema, NOSTOMY BaXKHO ynoTpebnaTb AoCTaTOuHOE
KOJIMYECTBO XMUAKOCTU U cOBN0AATb ANETY C BbICOKMM COAepKaHMeMm KneTtyaTku. Okoso 30
NPOLEHTOB AEeTeN C CUHAPOMOM IMaHy3/b BbIHYKAEHbI €XXeHEBHO NPUHUMATb ClabuTeNbHble
WU pasmAryuTenu ctyna ana obaerdyeHms npouecca MCnpaskHeHus.
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[eT! n nogpoCTKU C CUHAPOMOM IMaHY3/b

OcobeHHOCTH CUHAPOMA IMaHY3/Ib

Pa3Butne motopukm

MblIWweYyHasa BANOCTb Y AeTel C CUHAPOMOM IMaHy3/1b KaK NPaBUIO COXPAHAETCA, HO MOCTENEHHO
60/1bWMHCTBO U3 HUX YYaTCA KOHTPONMPOBATb ABUKEHMUA MbIWL,. PazBUTUE MOTOPUKM
(cnocobHOCTb yUUTbCA CUAETD, MON3ATh U XOAWUTL) NPOUCXOAUT Y
60/1bLIMHCTBA AeTel ¢ 3agepKoit. bonee 70 npoueHToB B
KOHEYHOM CYETE MOTYT HAYy4YUTbCA XOANTb, O4HAKO 3TO TpebyeT
TepneHns U OrPOMHOM NoasepKKku. CpeaHM BO3pacT, B KOTOPOM
AETU y4aTca XoAnTb, COCTaBAAET NATb /1eT. bONbLWKHCTBO AeTel ¢
CMHAPOMOM 3MaHy3/1b, KOTOPbIE MOTYT XOA4MUTb, HYXKAAIOTCA B
noAafepsKKe Apyroro Ye/NI0BEKa, HO HEKOTOPbIE AETU MOTYT XO4UTb
1 6e3 noaaepKKN. BONbLIMHCTBO AeTel C CUHAPOMOM IMaHyaNb,
KOT4,a OHU CTAaHOBATCA CANWKOM 6ONbWINMUN AR KONACKM,
HY}KAAITCA B MOTOPU30BaHHOM Kpecae-KofcKe, 4Tobbl
nepeaBuraTbCA N0 PaoHY, AaXKe eC/IM HAYYUIUCh XOAUTb, MOCKO/IbKY OHU JIETKO YTOMAAIOTCA U
MMELOT LIATKYI NOXOAOKY.

7] o
MpoponskaliTe exxegHeEBHYO GU3MYecKyto Tepanuto!

Pa3BuTHE HAaBbIKOB B/1afeHUA A3bIKOM

BONbLWWHCTBO AeTel ¢ CMHAPOMOM IMaHy3/lb HE MOTYT HAayYUTbCA FOBOPUTb, XOTS, KOHEYHO, eCTb
ncktoyeHna. OKoo 77 NPOLEHTOB He YMEeHT roBOPUTb, HO HEKOTOPbIE M3 HUX MOTYT rOBOPUTL
OTAeNbHble CI0BA AN BblyYWUTb MPOCTOM }KECTOBbIN A3bIK. POANUTENIM YacTo FOBOPAT, YTO
CNOCOBHOCTb AeTel K NOHMMaHNI0O HAMHOTO BbillEe, YEM UX HaBbIKM 06LLEeHMA (ApyrMMK CloBamu,
A3bIKOBbIE HAaBbIKW BOCMPUATUA NIydLLEe HAaBbIKOB Nnepedayn nHdopmaumm). HapyweHus cayxa
BCTPEYAIOTCA TaK¥Ke 40BO/IbHO YacTo — MPUMEPHO Y 75 NPOLEHTOB AeTel C CUHAPOMOM
IMaHy3/b MPU NPOBEPKE OCTPOTbI CyXa BbIABAAOTCA OTKAOHEHWA OT HOpMbI. MoTeps cayxa
MOKeT 6bITb BblpaskeHa B NErKOW UAKN CpeaHel CTeneHu, HO B HEeKOTOoPbIX caydanx (14
NPOLLEHTOB) OHa MOKET BbITb TAXKENOWN UM NONHOW, No3TOMyY TpebyeTca UCNoAb30BaHUe
C/IlYXOBbIX annapaToB UM KOX/JieapHbIX UMNIAHTOB. [03TOMY BayKHO PeryispHo NpoBepATb CAyX.

Cemb net

B HeaaBHO onybMKoBaHHOM uccnegoBaHum (Carter 2009,
cM. cmp.11) yuyeHble NpoBev oNpoc poauteneit 63 aeten ¢
CMHAPOMOM JMaHy3Nb.

Bonbluan yacTb MHGOPMaLUK B 3ToM BpoLtope B3ATa U3
pe3ynbTaToB 3TOr0 UCCNEA0BaHMA, a TaKKe U3 6onee paHHel
MeAMLMHCKOW nTepaTypbl.

Bce getn c cuHapPOMOM DMaHyalb UMEIOT TY NN UHYIO
cTeneHb OrPaHNYeHHOCTU GU3NYECKUX BO3SMOXKHOCTEN U
HapyLlWeHWIn yMCTBEHHOTO pa3BuTUA. CUHAPOM, Kak 1 ntoboe
XPOMOCOMHOE OTK/IOHEHME, Y Pa3HbIX I0AelN NPOoABAAETCA
no-pasHomy. OgHaKo BCce N3BeCTHble HaM NN C
CMHAPOMOM IMaHy3/1b UMELOT CTENEHb HapyLLUeHUA
pa3BUTUA OT yMEPEHHOM A0 TAXKenom. MNpu Hannuum
[OMNONHUTENIBHOW XPOMOCOMbI HapyLLAeTCA pa3BUTME MO3ra,
[JaXke ec/iv OH BbIFNAANUT «KHOPMabHbIM» Ha cHUMKe KT nam
MPT. Mpu 3TOM TaK¥Ke HapyLllaeTca pa3suTme un
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He nepecraBaiiTe BepuTb B CBOEro pebeHKa 1 He onyckanTe pyku. Y Kasgoro pebeHka ectb,
YTO AaTb Bam

UHdekummn

OZHOW U3 MPUYKNH NOTEPU CyXa Y AeTei C CUHAPOMOM IMaHy3/1b 3a4acTyto ABAAETCA YLUHan
nHdeKuma. Tak KaK AeTU He MOTYT CKas3aTb BaMm, YTO Y HUX €CTb YLIHAA MHEKLUMA, BAXKHO, 4TO6bI
BPay perynspHo nposepan ywu pebéHka. Y 60blIMHCTBA AeTel C CUHAPOMOM DMaHy3/b B
6apabaHHbIX NepenoHKax ycTaHOBNAEHbI TPYOKM A/1A TOrO, YTOBbI CIMBATD KUAKOCTb, KOTOpas
MOKET HaKanIMBaTbCA M MPUBOAUTL K MHPEKUMAM M Npobiemam Co CTYXOM.

Y petelt ¢ CMHAPOMOM DMaHy3/1b MOTYT BbITb U ApyrMe NHPEKUMN, 06bIYHO 3TO MHDEKL MM
AbIXaTesIbHbIX NyTel (MTHEBMOHMSA), KOTOpPble MOryT 6bITb Bbi3BaHbl GaKTEPUAMM UAN BUPYCaAMM.
NHbeKumm, KoTopble 419 6ONbWMHCTBA AeTel ABNAOTCA 06bIYHbIMMU, Y TAKUX AETEN, Kak 1y

JeTei C HU3KMM MbILLEYHbIM TOHYCOM U HapyLIEHWAMM B Pa3BUTUM, MOTYT NpoTekaTb B 6onee GYHKLMOHMPOBAHME BHYTPEHHWUX OPraHOB, YTO MPUBOAMT K

TAXKEN0M dopme 1 TpebosaTb 6onee ANUTENbHOrO feyeHna. MHoraa ansa neyeHnsa Heobxoamma Asenapuatb ner BPOMKAEHHBIM AedeKTam 1 Npo6reMam Co 340POBbEM.

rocnuTanusauma. Bpad MoXeT NpoBepMTb MMMYHHYIO CUCTeMy Ballero pebeHka, 4Tobbl y3HaTb, % y3naiiTe BCe, UTO MOMKETE, NOTOMY UTO B KOHEUHOM CUeTe
, ,

MMeeTCA 1N y Hero A0CTaTOYHOE KOJIMYECTBO aHTUTe 1. HeACHO, Ae/CTBUTENbHO /Y fieTel ¢ Bbl ByaeTe caMbiM OCBEAOM/IEHHbBIM Ye/I0BEKOM B BOMpocax noTpebHocTel Ballero pebeHkKa.

CMHAPOMOM 3MaHy3/b MMetoTcA NPO6AeMbI C UMMYHHOW CUCTEMOM, MOCKO/IbKY OTAEbHONO He/b3n 0XMAAT, UTO BCE CMIELMANNCTbI NOHUMAIOT, YTO TAKOE CUHAPOM IMaHY3/b.

nccnenoBaHMA Ha 3TOT CHET He NPoBOANIOCH. OAHaKO HEeKoTopble 13 pOLI,VITeJ'Iel‘/'I rOBOPAT, YTO B
8 5



OCHOBHbIE OT/IMYUTEJIbHbIE YyepTbl M1ageHues C CMHAPOMOM 3ma|-|y3nb

[eTn c cuHaAPOMOM IMaHy3/b, Kak MPaBUIO, HEMHOFO MeHbLLE APYTrUX U pacTyT bonee
meaneHHo. OCNOXKHEHUA BO Bpems BepemMeHHOCTU U NpexXaeBpeMeHHbIe poabl NPOUCXOOAT
peako. Ecnun ectb 0CN0XKHEHUs BepeMeHHOCTH, TO Hanbosiee pacnpocTpaHeHHbIMU ABNAIOTCA
MeAJ/IeHHbIN POCT NN0Aa (TaKXKe U3BECTHbLIN KaK 3a4epiKKa BHYTPUYTpobHOro passutuna nnm 3BYP)
1 manosoaue (HU3KKI ypoBeHb OKONIONIOAHBIX BOA). PerynspHo npoBoanmble BO Bpems
6epemMeHHOCTUN YNbTPa3BYKOBbIE UCCNe0BAHMA MOTYT BbISIBUTb MOPOK CepaLia Uam Apyrom
MMetoLMNCA BPOXKAEHHbIN aedeKkT. OgHako 6onee 80 NnpoLeHTOB bepemeHHOCTEl NpoTeKatoT
6€3 0C/I0OXKHEHMNA.

Bpayun HeOHATO/NI0rN MOTYT 3aMeTUTb 0COBEHHOCTU Y pebeHKa, KOTOopble FOBOPAT O BO3MOXKHOM
npobneme ¢ BHyTPUYTPOOHBIM Pa3BUTUEM — OHU Ha3bIBAIOT UX «AUCMOpPPUYECcKUMM YepTamu». K
npumepam gUcMmopdUUECKMX YEPT, YAaCTO BCTPEYAIOLLUXCA Y JeTel, OTHOCATCA ryH6oKo
NnocakeHHble r1asa, HU3KO NocaxeHHble AePpopPMMPOBAHHbBIE YLK, BNAAWHbI UM IULLHARA KOXKa
Ha ywax, 4IMHHaA BepxHAA ryba (rybHol xenobok), maneHbKnin noabopoaok (MUKporHaTns) n
N30bITOK KOXKW Ha 3a4Hel CTOpoHe Wwewn. [ipyrne npoaBaeHUs, KOTOPble OHU MOTYT 3aMeTUTb BO
BPEMA OCMOTPA HOBOPOXAEHHOTO C CUHAPOMOM IMaHY3/b, BKAKOYAOT BbIBMX Ta306eApeHHbIX
CYCTaBOB, HEOMYLLEHWE AUYEK, MAXOBYHO FPbIXKY U (MM) ManeHbKWUIA MONOBOM YNEH Y Mab4yMKOB
W/IN IMKY B KOXXEe HEMHOTO Bblle AroAmL, (TaK Ha3biBaeMyHo CaKpaibHyto AMKY). Ha aTom
OCHOBaHWM BPA4M MOTYT BbINUCATb HaMpaBAeHMe Ha XPOMOCOMHbIV aHAaNU3, YTOObI NOCTAaBUTL
OMarHos.

Mo HeBpoaoOrMyeckomy Tuny AeTun ¢
CUHAPOMOM IMAHY3/b KBANbIE» U C
NMOHMXEHHbIM MbILLEYHBIM TOHYCOM,
YTO BbI3BAaHO HECNOCOBHOCTLIO MO3ra
Hagnexalwmm obpasom
KOHTPOJIMPOBATb MbILLEYHbIN TOHYC.
[eTn c NOHUKEHHbIM MbILLIEYHbIM
TOHYCOM MOTYT UCMbITbIBATb
npobaembl ¢ AblxaHUEM U
KOPMJIEHWEM Ha NPOTAXEHUN NepBbIX
HECKOJIbKMX MecALLeB XU3HN. [lbixaHne
06bIYHO HANAXKMBAETCA CO BPEMEHeM,
0 HAKO Npobaembl C KOpMAEHMEM
MOTYT COXPaHATbCA U3-3a cnaboi
KOOPAMHALMM ABUXKEHUI. Y feTel C CUHAPOMOM IMaHya/lb MO3T HE pacTeT, KaK NOM0MXKEHO,
NMO3TOMY ro/10Ba Y HUX 0BbIYHO MEHbLLIEro pasmepa, Yem y Apyrux AeTei B ux Bo3pacTte
(MmuKpouedanus). BoamoxKHbI M apyrue pasnimuma B popmmpoBaHnm mosra. Camoe cepbesHoe U3
HUX — ruapouedanun, Kotopas Habaogaerca B 10 npoueHTax cnyyaes. MTmapouedanma — ato
n3bbITOYHOE CKOM/IeHWE LLepebpoCnuHaIbHOM KUAKOCTU B XKenygouKax Mo3ra.

B cnyyae ruapouedanum moxket noTpeboBaTbCs XMPYpPruyeckoe BMeLaTeIbCTBO, YTOObI CHU3UTL
BHyTpUYepenHoe aasneHne. BoNbWNHCTBO Apyrux pasnnvunin B GopMmmnposBaHUmM Mosra, KoTopble
HabogaloTca y geTei ¢ CMHAPOMOM DMaHy3b, BUAHbI HAa CHUMKax MPT uau KT ronosHoro
MO3ra, OHAKO YCTPaHUTb UX He NPeACTaBAAETCA BO3MOXKHbIM, MOCKOJIbKY 3TO NPOCTO pe3ynbTaT
pa3BUTUA MO3ra.

L ‘ )
Cemb mecaues Yetbipe roga
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CeroaHsa y Hee NoyYaeTca caenaTb YTo-HMBYAb, a Ha CedyIoLWMI AeHb YKe HEeT... NMopol ee
HaBblKM OYEHb HE MOC/Nef0BaTe/IbHbl — podumersb 4-nemHe2o pebeHKa

Ecnav y mnageHua ecTb pacuienmHa
HEéba (pa3pbiB B CpeaHel Yactm
HEBA), TO 3TO MOXKET ycyrybutb
npobaembl ¢ KopmaeHvem. Y
60/1ee 4em NONOBUHbI MIAAEHLEB
C CUHAPOMOM DMaHY3/b eCcTb
BPOKAEHHan paclLenMHa HEBa.
OHa MoxeT bbITb BblparkeHa cnabo
(Tak Ha3blBaemasn cKkpbITan
pacLiennHa Héba) nm 4oCTaTouHO
cunbHO M TpeboBaTb
XMPYPr1uyecKkoro BMeLaTesbCTBa.
K Apyrvm YacTbiM BPOXKAEHHbIM
nedeKkTam OTHOCATCA NOPOKMU
cepaLa U KPOBEHOCHbIX COCYA0B,
noyeK n KnWwku. Nopok cepaua
BCTpeyaeTca noytn y 60
NPOLEHTOB M/IAAEHLEB C
CUHAPOMOM IMaHyanb. OgHaKo
TO/NIbKO Y NOMIOBUHbI TaKUX AeTel
NMOPOK CepALLa HAacTONbKO
cepbeseH, YTo TpebyeTca XMpypruyeckoe BMELLATENbCTBO. BONBbLIMHCTBO ¥Ke YacTbiX NOPOKOB
cepaLa, a UMeHHo, pedeKT mexKkenyao4koso neperopoakn (AMMXM), pedekt
mexnpeacepaHoi neperopoaku (OMIM) 1 OTKPbITbIV apTepuanbHbii npoTok (OAM), co
BpPEMEHEM NPOXOAAT Camu. JedeKT MexKeNyL04KOBOWN NeperoposikM — 3TO HeMnoaHoe
paszeneHune NoMOCTeN NPaBOro M IEBOTO KEeNYA0UKa; AedeKT MeXNpeacepAHOWM NeperoposKm
— 3TO OTBEpCTME B NEPEeropoKe, pasgenstoliein npasoe
W NeBoe Npeacepama; OTKPbITbIN apTepuanbHbIi

NPOTOK — 3TO NPOTOK MEXKAY aOPTOM U NEero4Hom
apTepwuei, N0 KOTOPOMY KPOBb JOCTAaBNAETCA K IETKUM
1 KOTOopbI 06bIYHO 3apacTaeT BCKOpPe rnocne

POXKAEHMA, HO BMECTO 3TOr0 OCTAETCA OTKPbITbIM. ITO
03HaYaeT, YTo NIerkne NoayyatoT 6onblue KPoBK, YeM
HeobXxoAMMO, YTO 3acTaBAAET cepaLe

nepeHanparatbcA. OTKPbITbIN apTepuasbHbIN NPOTOK
MOMHO 3aKpbITb C UCNOb30BaHMEM MaSIOMHBA3UBHOM
XMpPYprum nytem BBoAa Katetepa B 6eapeHHyto 3 §é ¢
apTeputo. Bokpyr KaTeTepa oTKNaAblBaeTcA O
coeAMHUTeNbHAA TKaHb, M MPOTOK 3apacTaer.

MopoKuM noyek Yacto obHapyKMBaOTCA NpU
y/NbTPa3BYKOBOM 06C/ief0BaHUK geTeit ¢ CUHAPOMOM
IMaHya/b: NOYKM MOTYT BbITb MeHbLIE HOPMbI UK
O/HA MOYKa MOKET OTCYTCTBOBATb. B uenom, stu
pasiMumA He BAUAIOT Ha PaboTy NoYeK.

“ on CYACTMBbLIN, MU/IbIN U B LLe/IOM 340P0BbIN
MasIbYMK, YyBCTBYET cebsa ceiyac nydlle, Yyem
npeanonaranu Bpaum — pooumesns pebeHKa decamu
nem

Cemb net
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