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Kak v Bce geTw, Baw pebeHoK NpuHeceT Bam U pagocTb, U rope. CYacTbe CKnafblBaeTca U3
Mefiouen.
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BONbLWMHCTBO U3 TOTO, YTO A Y3HAN O CUHAPOME IMaHyY3/b, 6bIN0 B3ATO U3 MHPOPMaLUK B
WHTepHeTe.

Mouyemy cuHapom 3M3Hy311b Ha3biBaeTCA UMEHHO TaK?

CMHAPOM IMaHy3/1b Ha3BaH B YeCTb AOKTOPa beBepain IMaHyanb, LUTOreHeTMKa U3
dunagenboum, CLUA. B 2004 roay ocHoBaTenm oHAakH-rpynnbl Chromosome 22 Central gns
NOAAEPKKN poanuTenei geTei ¢ OTKAOHEHUAMM XPOMOCOMbI 22, NPea/ioNRUAM AaTb Takoe
Ha3BaHME COCTOAHUIO, BbI3BAHHOMY Ha/IMYMEM [LOMNONHUTE/IbHOW XPOMOCOMbI, Ha3blBaeMOM
«A4epuBaTOM XPOMOCOMbI 22».

[JoKTop IMaHyanb Noy4ynna NnpusHaHue 3a paspaboTKM Mo BbIABNEHNIO UCTOYHUKA AepuBaTa
XPOMOCOMbI 22 1 NPUHLMNA ero HacneaoBaHUA. Takke AOKTOP NOCTOAHHO HAaXOAWUTCA Ha CBA3M C
rpynnowv noanepxkun poguteneit. OgHaKo 3TO OTKIOHEHWE HACTONbKO PeAKoe, YTO MHOrne
Bpayu, BO3MOXKHO, [laXKe He 3Hal0T, B YECTb KOTO OHO Ha3BaHO.

Opyrve Ha3BaHuA

B Hay4HOI MTepaType TEPMUH KCUHAPOM IMAHY3Nb» HAYa MCNOb30BATLCA TONIbKO HeAABHO.
PaHee oTKNOHEHWe MMeno pasHble Ha3BaHUA: KCUHAPOM AepuBaTa XPOMOCOMbI 22», KCUHAPOM
pepwvsata xpomocom 11;22» namn «yactuyHaa Tpucomma xpomocom 11;22». Bce 3Tn HazBaHuA
OMUCbIBAIOT TOT GAKT, YTO B KJETKAX AETCKOro OpraHM3ma BMeCTO NpuBbIYHbIX 46 Xpomocom
HacuuTbiBaeTcA 47. B 6onee
[lononHuTeNbHaA XpOMOCOMA COCTOUT U3 BepXHel U cpeaHeit yactm paHHel nnTepaTtype AaHHoe
XPOMOCOMbI 22 U HUXKHEM YacT Xpomocombi 11 OTKJIOHEeHUe OMUCbIBaNOCh
KaK «TPMCOMMA XPOMOCOMbI
22» Ha OCHOBaHWUK
HenpasuAbHOTO
- npeanosioXeHua, YTo
. 13 AOMNONHUTENbHAA
12 12 Xpomocoma bbina TpeTbei B
1n2 BepxHAA 1 1n2 22-1 nape XpoOMOCOM
iE:ﬂ:‘C’L;iTTZ"Z I (oTciopa n Ha3BaHMe
«TPUCOMUAY).
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OTKyAa noABAsAeTcA AepuBaT XPOMOCOMbI 227?

MccneposaHma AOKTOpa IMaHy3b NOKa3aau, YTo 4OMNONHMUTEIbHAA XPOMOCOMa Hac/eayeTcs oT
04HOro U3 poauTenei, Yalle BCero oT Matepu. ITOT PoAUTESb ABAAETCA HocuTenem. Y Hocutens
06bI4HOE KONMYECTBO XPOMOCOM — 46. OAHAKO MeXAy OLHOW U3 xpomocom 11-i napbl u ogHOM
M3 XpOMOCOM 22-4 Mapbl MPOM30LLEN B3aUMHbI 06MEH yyacTKamu. [JaHHOe fBneHue
Ha3blBaeTCcA TpaHcAOKaumen. Ecam YnMciao reHoB He YBENIMUYMBAETCA M HE YMEHbLLAETCs, TO Takoe
AB/NeHMe Ha3blBaeTca cbaNnaHCMpPOBaHHOMN TPaHCAOKaLMeN.
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[ononHutenbHas
XpOMOComa 06bIYHO
HacnegyeTca oT maTtepm

TpaHcnoKauma nap xpomocom 11;22 yHMKanbHa TeM, YTO OHa ABAAETCA GpaKTUYECKU
eAMHCTBEHHOW cbanaHCMpPOBaHHOM TpaHC/IOKaLel, Habaogatoweica y ntogen 6e3 poacTBeHHON
€BA3U. BOLLIMHCTBO e ApYyrnx cbaNnaHCUPOBAHHbIX TPAHCIOKALMIN YHUKANbHbI ANA YNEHOB
oaHoM cembM. Y Unique Takke ecTb 6poLtopa no TpaHciokaumm 11;22.

Mouemy aepuBaT XpoMocomMbl 22 06bIYHO HacneayeTca OT maTepu?

Mbl He 3Haem HaBepHsAKa, MoYeMy TaK NPOUCXOANT. EC/IM My)KUMHa ABNAETCA HOCUTElEM
TPaHCA0KaLUMK, TO OfHa 4acTb ero cnepmbl 6yaeT cofepaTb HOPMasbHOE KONUYECTBO
XPOMOCOM, @ BTOpas 4acTb byZeT coaepKaTb HEKOTOPOe KONNYECTBO AepuBaTa XpOMOCOMbI 22.
OpHaKo BEPOATHOCTb OMNOA0TBOPEHUA ANLLEKNETKU CNEPMON, COAEPIKaLLLEe aHOMA/IbHYIO
XPOMOCOMY MEHbLLE, YeM CMEPMOI C HOPMasibHbIM HaBOPOM XPOMOCOM. AHANOTUYHBIM
06pa3om ¥KeHLLUMHbI, KOTOPble ABAAIOTCA HOCUTENAMM TPaHCAO0KaumK, 6yayT Npon3BoAUTL ABa
TUNa ANLEKNETOK: C OMNONHUTENBHOW XPOMOCOMOM 1 6e3 Hee, HO, BepoATHO, oba Tnna byayT
OMN/I0A0TBOPEHbI OANHAKOBBIM 06pPasom.

OKO/10 NATU NPOLIEHTOB /ItOAEN C CMHAPOMOM 3MaHy3/1b YHAaCNeA0BaAN AOMNONHUTENbHbIN
XPOMOCOMHbI MaTepuasn oT oTua, a 95 NPoLEHTOB yHacNeA0BaAu ee OT maTepu. B
UCKIOUYUTENbHO PeaKMX CYyHanX HU OAMH U3 poAuTeneil He ABAAETCA HoCUTenem
c6anaHcMpPOBaHHOMN TPAHCNOKALMUHN.

HacKonbKo pacnpocTpaHeH CMHAPOM IMaHyaNb?

TouyHOoe Yncno cnyyaes He U3BeCTHO. OH BCTpeYaeTca A0BO/IbHO PEAKO: B MeANLMHCKOM
nuTepaTtype cooblaeTca Tonbko 0 200 cayyasx. Tem He meHee, B Unique ecTb 22 y4acTHMKa C
CUHAPOMOM IMaHyY3/b, NopsaaKa 200 AeNCcTBYHOLWMX U BbIBLUMX Y4aCTHUKOB OHMQWH-TPYNMbI
Chromosome 22 Central 4ns noaaepKKu poanTenei, CTONKHYBLUUXCA C CUHAPOMOM IMaHy3b,
W, CKOPEee BCEro, U3 He aHI/I0rOBOPALLMX CTPAH TaKWUX NtoAei HaMHoro bonblue.

7] . o o

3apaBaiTe BONPOChI M 06LWANTECh C A4PYTMMU POAMTENAMMU TaKMX e aeTei. bygbTe npeaenbHo
YeCTHbl C HUMMU, TaK Kak NPUHATUE HApYLLEHWI 30,0P0BbA Y BaLLero pebeHKa NoMOKeT 1 Bam, U
emy.



MocTtaHOBKa guarHosa

MocTaHOBKa AMarHo3a NnpoBoAMTCA NOCPEACTBOM 3a60pa KPOBM Ha aHaNN3 XPOMOCOMHOTO
Habopa.

Bpaun 06bIYHO PEKOMEHYIOT NPOBECTU XPOMOCOMHbIN aHaNN3 AETAM C BPOKAEHHbIMM
AedeKTamu uau 3a4epKKoi B pa3suTun. NMosTomy 6ONbIUIMHCTBY AeTei AUarHo3 «CUHAPOM
IMaHy3/1b» CTaBUTCA B MN1aZeHYeCTBE (B TEUEHUE NEPBOTO rofa KU3HM).
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Xpomocombl YenoBeka (My»UuHbI) C CUHAPOMOM IMaHy3/1b.
YenTas cTpenka yKasbiBaeT Ha AOMONHUTE/bHbIN AepUBaT XPOMOCOMbI 22.

B npoLwnbix nokoneHusx Balueit cembu, BEPOATHO, 6bIM Apyrye AU ¢ CUHAPOMOM IMaHy3b.
Ecnu oHu ymepnu, byayum monogbimu (4To 6bis0 paHbLLe pacnpoCcTpaHeHo cpeam AeTel ¢
XPOMOCOMHBIMU OTK/IOHEHUAMM), TO CKOPEE BCETO, TaKOW AMArHo3 UM He 6bin noctasnieH. Man
€CcNn oHU poauauck Ao 80-x rogos XX BeKa, TO TaKOW AMArHo3 npocTo He Mor 6biTb BbISBAEH, TaK
KaK TeXHO/I0rMMN UCCNeA0BaHUA XPOMOCOM NpK 3abope KPOoBU He CyLLeCTBOBasO.

[11 o
370 HEeNpPOCTOM NyTb, HO U B HEM €CTb MHOTO PagOCTHbIX MOMEHTOB

é Cemb mecAues



Ocob6eHHOCTU CUHAPOMA IMaHY3Ib

Cemb net

B HepaBHO onyb6/MKoBaHHOM uccnegoBaHuu (Carter 2009,
cm. cmp.11) yy4eHble NpoBean onpoc poautenen 63 getei ¢
CMHAPOMOM IMaHyaNb.

Bosbwan Yactb MHGOpPMaL MK B 3TOM BpoLutope B3ATa U3
pe3yibTaToB 3TOr0 UCCNeA0BaHMA, a TaKKe U3 bonee paHHel
MeAMLMHCKOW nTepaTypbl.

Bce getv c cuHAPOMOM DMaHyalb UMEOT TY U UHYIO
cTeneHb OrPaHNYEHHOCTU GU3NYECKUX BO3SMOMXKHOCTEN U
HapyLlWweHWIn yMCTBEHHOTO pa3BuTMA. CUHAPOM, Kak 1 Ntoboe
XPOMOCOMHOE OTK/IOHEHME, Y Pa3HbIX Nt0AelN NposBAseTca
no-pasHomy. OfHaKo BCe M3BECTHbIe HaM NN C
CMHAPOMOM IMaHy3/1b UMEIOT CTEMEHb HapyLUeHUA
Pa3BUTUA OT YMEPEHHOW A0 Taxenoi. Mpu Hannumm
LONONHUTENBHON XPOMOCOMbI HAPYLLAETCA Pa3BUTUE MO3Ta,
[aXKe eCIv OH BbIrAAUT KHOPMaNbHbIM» Ha cHUMKe KT nan
MPT. MNpun 3TOM TaKKe HapyLlaeTca pa3Butne u
YHKLMOHUPOBaAHNE BHYTPEHHUX OPraHOB, YTO NPUBOAMT K
BPOXAEHHbIM fedeKTam 1 Npobaemam Co 340POBbEM.

“ V3naiite BCE, YTO MOKeTe, MOTOMY YTO B KOHEYHOM cyeTe
Bbl ByaeTe cambiM 0OCBEA0OMNEHHbBIM YE/I0BEKOM B BOMpOCax NoTpebHocTen Bawwero pebeHka.
Henb3sa 0xunaatb, YTO BCE CNELMANUCTbl MOHUMAIOT, YTO TAKOe CUHAPOM IMaHy3b.

ABeHaauaTb nert
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OCHOBHbIE OT/IMYUTEJIbHbIE YyepTbl M1ageHues C CMHAPOMOM 3ma|-|y3nb
[eTn c cMHAPOMOM IMaHy3Nb, KaK MPaBUIO, HEMHOTO MeHbLLE APYrux U pacTyT bonee
meaneHHo. OCNOXKHEHUA BO Bpems 6epemMeHHOCTU U NpeXKaeBpeMeHHbIe Poabl MPOUCXoaAT
peako. Ecnm ectb 0CN0XKHEHUS BepeMeHHOCTH, TO Hanbosiee pacnpocTpaHeHHbIMU ABNAIOTCA
MeANIeHHbIM POCT NN0Aa (TaKXKe M3BECTHbIN KaK 3a4epiKKa BHYTPUYTPobHOro passutua nam 3BYP)
M ManoBoame (HU3KMI1 ypoBeHb OKONONAOLHbIX BOA). PerynspHo npoBogumble BO Bpems
6epemeHHOCTUN YNbTPa3BYKOBbIE UCCE0BAaHMA MOTYT BbIIBUTb MOPOK cepaua uam Apyrom
MMetoLWMNCA BpoXKAEHHbIN aedeKkT. OgHako 6onee 80 npoueHTOB 6epemeHHOCTElN NpoTeKatoT
6€3 0CNOXKHEHMA.
Bpaun HeOHaTONI0rN MOTYT 3aMeTUTb 0COBEHHOCTUN Yy pebeHKa, KOTopble FOBOPAT O BO3MOXKHOM
npobneme ¢ BHYTPUYTPOOHBLIM Pa3BUTUEM — OHU Ha3bIBAIOT UX «AUCMOpPPUYECKUMM YepTamu». K
npumepam gucMmopdUUEcKMX YEPT, YACTO BCTPEYAMOLUMXCA Y AeTel, OTHOCATCA ry6oKo
nocakeHHble rnasa, HU3KO NocaxeHHble AePpOopPMUPOBAHHbBIE YLK, BNAAMHBI UK IULLHAA KOXKa
Ha ywax, 4/ MHHaA BepxHAA ryba (rybHol »enobok), maneHbKnit nog6opoaok (MUKporHaTus) u
N30bITOK KOXXW Ha 3a4Hel CTOpoHe Wwewn. [lpyrne npoaBaeHuUs, KOTOpPble OHW MOTYT 3aMeTUTb BO
BpPEMA OCMOTPA HOBOPOXKAEHHOTO C CUHAPOMOM IMaHy3/b, BKAOYAOT BbIBUX Ta306eApeHHbIX
CYCTaBOB, HEOMYLLEHWE AUYEK, MAXOBYHO FPbIXKY U (MM) MaNeHbKUIA MONIOBOM YNEH Y Ma/ibyMKOB
W/IN AIMKY B KOXKEe HEMHOTO BbilLe AroAmL, (Tak Ha3blBaeMyHO CakpasibHyto AMKY). Ha aTom
OCHOBaHWM BPA4M MOTYT BbINUCATb HaNpaBAeHMEe Ha XPOMOCOMHbIV aHANU3, YTOObI MOCTAaBUTL
[OMarHos.
Mo HeBpo/IOrMYecKoMy TUMY AeTU C
CUHAPOMOM IMAHY3/b KBANBIE» NN C
NMOHMXEHHbIM MbILLEYHBIM TOHYCOM,
YTO BbI3BAaHO HECNOCOBHOCTLIO MO3ra
Hagnexalmm obpasom
KOHTPOJIMPOBATb MbILLEYHbIN TOHYC.
[eTn c NOHWKEHHbIM MbILLEYHbIM
TOHYCOM MOTYT UCMbITbIBATbL
npobaembl ¢ AblxaHUEM U
KOPMJIEHWEM HA NPOTAXKEHWUU NEPBbIX
HECKO/IbKMX MECALLEB KM3HW. JbixaHue
\ . . 06bIYHO HaNAXKMBAETCA CO BPpEeMeHeM,
Cemb mecsues Yetbipe roga 0fHaKo Npobaembl C KOpMAEHUEM
MOTYT COXPaHATbCA M3-3a cnaboi
KOOPAMHALMM ABUKEHUI. Y AeTel C CUHAPOMOM IMaHy3/lb MO3T He PacTeT, KaK NONOMXKEHO,
NMO3TOMY ro/10Ba Y HUX 0ObIYHO MEHbLLIEro pasmepa, Yem y Apyrux aeTei B Ux Bo3pacrte
(MmuKpouedanus). BoamoxKHbI 1 apyrve pasnmuma B GopmmnpoBaHnm mosra. Camoe cepbesHoe 13
HUX — rugpouedanus, KotTopasa Habaogaetcs B 10 npoueHTax caydaes. MTmapouedanma — 3to
n30bITOYHOE CKOM/eHWE LepebpoCcnuHaibHOM KUAKOCTU B XKeNyfouKax Mo3ra.
B cnyyae rugpouedanum moxet notpeboBaTbCs XMpPypruyeckoe BMeLaTeNbCTBO, YTOObI CHU3UTL
BHYyTpUUepenHoe gasneHne. oNbWWHCTBO APYrMX pasanymnii B GopMmnpoBaHUM MO3ra, KOTopble
HabnogaloTca y geTeit ¢ CMHAPOMOM IMaHy3Nb, BUAHbI HAa cCHUMKax MPT uau KT ronosHoro
MO3ra, 0ZHAaKO YCTPaHWUTb UX HE NPeACTaBAAETCA BO3MOXKHbIM, MOCKO/IbKY 3TO MPOCTO pe3yibTaTt
pa3BUTMA MO3ra.

(17 v v
CeroaHsa y Hee NoayYaeTca caenaTb YTo-HUBY b, a Ha CleayIoLMI eHb YKe HEeT... Mopol ee
HaBbIKW OYEHb HE MOC/Nef0BaTe/bHbI — podumersb 4-nemHe2o pebeHKa



Ecnvy mnageHua ecTb paclienvHa
HéBa (pa3pbiB B cpeaHen yactu
HEBA), TO 3TO MOXKET ycyrybuTb
npobnemsbl ¢ KopmaeHuem. Y
60s1ee Yem NONIOBUHbI MNAEHLEB
C CMHAPOMOM IMaHy3/b eCcTb
BPOXKAEHHaA paclienvHa Héba.
OHa MoKeT bbITb BblpaykeHa cnabo
(Tak HasblBaemasn cKkpbiTan
pacliennHa Héba) nam AocTaTouHO
cunbHO 1 TpeboBaTb
XUPYPruyeckoro BMeLaTeIbCTBa.
K ApyrMm YacTbim BPOXKAEHHbIM
nedbeKkTam OTHOCATCA NOPOKMU
cepALa U KPOBEHOCHbIX COCYA0B,
noyek u KMWKu. Mopok cepaua
BCTpeyaeTca novtn y 60
NPOLLeHTOB MI1ALEHLEB C
cMHApPOMOM dMaHyanb. OgHako
TO/IbKO Y NOMIOBMHbI TAaKMUX AeTel
NMOPOK CepALLa HAaCTONbKO
Cepbe3eH, YTO TPebyeTca XMPypruyeckoe BMELLATENbCTBO. BONbLIMHCTBO ¥Ke YacTbiX MOPOKOB
cepaLa, a UMeHHo, aedeKT mexKkenyaodukoson neperopoaku (AMMXM), nedekt
mexnpeacepaHol neperopoaku (M) 1 OTKPbITbIN apTepuanbHbii npoTok (OAM), co
BPEMEHEM NPOXOAAT Camu. JedeKT MeXKeNyA0UKOBOWM NeperoposikM — 3TO HeNoHoe
pasgeneHune NoMOCTeN NPaBOro 1 IEBOTO KENYA0UKA; AedEKT MEXNpPeacepAHOW NeperopoiKm
— 3T0 OTBEPCTME B NEPEropoaKe, pasgenstollein npasoe
W NeBoe Npeacepams; OTKPbITbIN apTepuanbHbIi

NPOTOK — 3TO NPOTOK MEXKAY aOPTOM U Nero4Hom
apTepuein, N0 KOTOPOMY KPOBb AOCTaBNAAETCA K IETKUM

M KOTopblIli 06bI4HO 3apacTaeT BCKOpe nocne

POXKAEHUA, HO BMECTO 3TOr0 OCTAETCA OTKPbITbIM. ITO
O3HayaeT, YTo SIerkne noayyatoT 6onblue KPOBU, YeM
HeobXxoAMMO, YTO 3acTaBAAET cepaLe

nepeHanparaTbca. OTKPbITbIN apTepunanbHbI NPOTOK
MOMHO 3aKpbITb C UCNOb30BaHMEM MASIOMHBA3UBHOM
XMpPYprum nyTem BBoAa Katetepa B 6eapeHHyto : ~é
apTeputo. BoKkpyr KaTeTepa oTKNaAblBaeTcA %’
CcoeAMHUTeNbHAA TKaHb, M MPOTOK 3apacTaer. § e NS
MopoKkK noyek Yacto obHapyKMBaOTCA NpuU Vitey §
YyNbTPa3BYKOBOM 06Ce0BaHUM geTel C CUHAPOMOM

IMaHy3/b: MOYKU MOTYT BbITb MEHbLIE HOPMbI UK
O/,Ha NMOYKa MOKET OTCYTCTBOBATb. B Lenom, atu
Pa3NnMuMA He BAUAIOT Ha PaboTy NoYeK.

Cemb ner

[1 o v o
OH C4aCTAIMBbIN, MUABIN U B LLESIOM 34,0POBbIN
ManbumK, 4yBCTBYeT cebsa celvac ny4lie, Yem
npeanonaranv Bpaun — pooumesns pebeHKa decamu
nem

Tpu roaa



[eT! n nogpoCTKU C CUHAPOMOM IMaHY3/b

Passutne motopukm

MbliWweYyHasa BANOCTb Y AeTel C CUHAPOMOM IMaHy3/1b KaK NPaBUIO COXPAHAETCA, HO NOCTENeHHO
60/1bWMHCTBO U3 HUX Y4aTCA KOHTPONMPOBATb ABUMKEHMA MbIWL,. PazBuTre MoTOpUKM
(cnocobHOCTb yunNTbCA CUAETD, NON3ATb U XOAMUTL) MPOUCXOLUT Y
60/1bLIMHCTBA AeTel ¢ 3agepKoi. bonee 70 npoLeHToB B
KOHEYHOM CYETE MOTYT HAy4YUTbCA XOANUTb, OA4HAKO 3TO TpebyeT
TepneHns U OrpOMHoONM NoaaepKku. CpegHUn BO3pacT, B KOTOPOM
OeTW y4aTca XoAWTb, COCTaBAAET NATb /1eT. boNbWKHCTBO AeTelt ¢
CUHAPOMOM IMaHya3/1b, KOTOPbIE MOTYT XOAMUTb, HYXKAAKOTCA B
noafepKe Apyroro YenoBeKa, HO HEKOTopble AeTU MOTYT XOAUTb
1 6e3 noaaepKKN. BONbLIMHCTBO AeTel C CUHAPOMOM IMaHY3Nb,
KOT4,a OHU CTAaHOBATCA CAULWKOM BONbWINMMN A8 KONACKM,
HY}KAAITCA B MOTOPU30BaHHOM Kpecae-KoNAcKe, 4Tobbl
nepeaBuraTbCA N0 PaMoHY, AaXKe eC/IM HAYYUINCh XOAMUTb, MOCKOJIbKY OHU IETKO YTOMAAIOTCA U
MMEIOT LIATKYO NOXOAKY.

7] .
Mpogfonxkante exenHeBHYO dU3nyeckyto Tepanumio!

Pa3BuTHE HABbIKOB B/1afeHUA A3bIKOM

BO/IbLWIMHCTBO AeTel ¢ CMHAPOMOM DMaHy3/1b HE MOTYT Hay4YMTbCA TOBOPUTb, XOTA, KOHEYHO, eCTb
ncktoyeHna. OKoo 77 NPOLEHTOB HE YMEHT rOBOPUTb, HO HEKOTOPbIE U3 HUX MOTYT rOBOPUTL
OTAENbHbIE CI0BA AW BblyYUTb MPOCTOM KECTOBbIN A3bIK. POAUTENIM YACTO rOBOPAT, UTO
CNOCOBHOCTb AeTel K NOHMMAHWI0O HAMHOTO BbilLE, YEM MX HaBbIKM 0BLLEeHNUA (4pYrMMK CI0BamM,
A3bIKOBbIE HAaBbIKM BOCMPUATUA Nlydlle HaBbIKOB nepeaayn nHdopmaumm). Hapywenus cayxa
BCTPEYAIOTCA TaK¥Ke 40BOJIbHO YacTo — MPUMEPHO Y 75 NPOLEHTOB AeTel C CUHAPOMOM
IMaHya/b MPU NPOBEPKE OCTPOTbI CIyXa BbIABAAIOTCA OTKAOHEHWNA OT HOPMbI. MoTeps cayxa
MOKeT 6bITb BbIpaskeHa B IETKOW UAKN CPpeAHEeN CTeneHu, HO B HeKOTOopbIX caydanx (14
NPOLLEHTOB) OHa MOXKET BbITb TAXKENON UM NONHOW, NO3TOMY TpebyeTca UCNONb30BaHUE
C/IYXOBbIX annapaToB UM KOX/JIeapHbIX UMMNIAHTOB. [03TOMY BaXKHO PEryisipHO NMPOBepATh CAyX.

(11 v v
He nepecrasaiite BepuTb B CBOEro pebeHKa 1 He onycKainTe pyku. Y Kaxgoro pebeHka ecTb,
YTO AaTb Bam

UHdekumn

OAHOW U3 NPUYMH NOTEPU CAyXa Y AeTei C CUHAPOMOM IMaHy3/1b 3a4acTyo ABAAETCA YLWHaA
nHbeKumMA. Tak KaK AeTU He MOTYT CKas3aTb BaMm, YTO Y HUX €CTb YLIHAA UHOEKLMA, BaXKHO, 4TOGbI
Bpay perynsapHo nposepan ywu pebéHka. Y 60blIMHCTBA AeTel ¢ CUHAPOMOM DMaHy3/b B
6apabaHHbIX NepenoHKax ycTaHOBNEHbI TPYOKM A1A TOrO, YTOBbI CIMBATD KUAKOCTb, KOTOPan
MOXKET HaKanaMBaTbCA M MPUBOAUTL K MHPEKUMAM U Npobiemam Co CYXOM.

Y fetelt ¢ CMHAPOMOM DMaHy3/lb MOTYT 6bITb U ApyrMe NHPEKUMN, 06bIYHO 3TO MHDEKL MM
AbIXaTesbHbIX NyTel (MTHEBMOHMS), KOTOpPble MOrYT 6bITb Bbi3BaHbl 6aKTEPUAMU UAN BUPYCaAMMU.
NHbeKumm, KoTopble 419 6ONbLWIMHCTBA AeTel ABAAOTCA 06bIYHbIMMU, Y TAKUX AETEN, Kak U Y
AeTel C HU3KMM MbILEYHbIM TOHYCOM M HapyLIEHUAMM B Pa3BUTUKU, MOTYT NPOTeKaTb B 6osee
Taxenon popme n TpebosaTb Hoee ANUTENBHOTO fedeHna. Horaa ana nedeHns Heobxognuma
rocnuTanusauma. Bpay MoxKeT NnpoBepuTb MMMYHHYIO CUCTEMY Ballero pebeHKa, 4Tobbl y3HaTb,
MMEEeTCS N Y HEro A0CTaTOMHOE KONNYECTBO aHTMTeN. HescHo, AeCTBUTENbHO N Y AeTei C
CUHAPOMOM IMaHy3/ib UMerTCA NPoBAEMbI C UMMYHHOM CUCTEMOW, MOCKO/IbKY OTAEbHOTO
NCCNef0BaHMA HA 3TOT CYET He MPOBOAMNOCH. O4HAKO HEKOTOPbIE U3 pOaUTENEN TOBOPAT, UTO B
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KpoBM UX pebeHKa 6bln 06HapyKEH HU3KUI YPOBEHb aHTUTEN (MIMMYHOF06YIMHOB), M MO3TOMY
BPay Ha3HaYMI MM leyeHne NocpeacTBOM BBeAEeHWSA BHYTPUBEHHOTO MMMYHOT106yMHa (4To No
CYTW ABNAETCA NepesIMBaHUEM aHTUTEN). HEKOTOpble poanTeNIn 06HAPYKMUAN, YTO 3TO NOBANUANO
Ha KO/IMYeCTBO MHPEKLMI y Ux pebeHKa.

Cyn0poXKHble CUHAPOMbI

CyA0pOsKHbIE CUHAPOMbI — YacToe ABEHUNE Y AeTel C AaHHbIM cuHapomom. COPOK BoceMb
NPOLLEHTOB poauTeneli, y4acTBOBaBLUMX B UCCAen0BaHuM KapTep, coobLmam, u4to y ux pebeHka
6bl/1, MO KpaitHel mepe, OAMH CYAOPOKHbIN NpUcTyn. TpMALaTh YeTbipe NPOLEHTA YKa3anu, uto
nx pebeHOoK B HacTosLLee Bpemsa NPMHUMAET JieKapcTea A1a 60pbbbl C CYA0POMNKHbBIM
CUHAPOMOM. TUMbI CYA0POXKHbBIX CUHAPOMOB Pa3/iNyHbI, Y HEKOTOPbIX AeTel BbisBneHo 6onee
ogHoro Tuna. CornacHo aTomy UCCNEL0BAHUIO, HET HUKAKUX AOKA3aTENbCTB TOTO, YTO C
CYZAOPOKHBIMU CUHAPOMAMM Y AeTel C CUHAPOMOM IMaHy3/1b C/IOXKHEE CNPaBUTLCA, YEM Y
OPYrux AeTen ¢ anunencuen.

KopmneHue

Mo mepe B3pocaeHns pebeHKa KOPMIEHME MOKET 0CTaBaTbCA NPOBAEMATUYHBIM NO LLeSIoMy
pagy npuumH. Og4HaKO 3TO 3aBUCUT OT KOHKPETHOrO cayyas. HekoTopble AeTn egAaT NPoayKTbI,
COOTBETCTBYIOLLME UX BO3PACTY, M MOTYT eCTb PyKamu. M3-3a N1oxoi KoopanHaLLMKN ABUKEHUN
TaKMM AETAM HEMHOTFO C/I0MKHEe Mo/b30BaTbCA CTO0BbIMM Npubopamu.

BonbwuHCTBY AeTel TpebyeTca nuwa, KoTopas NpUroTossieHa ocobbim obpasom (Hanpumep, B
BMAE Mtope) ANA TOro, YToObl OHWU MOT/IM CMIOKOMHO ee MPOr/IOTUTb, TaK KaK HaBblK KeBaHUA ann
TaKUX AeTel ABNAETCA CNOXKHbIM A1 OBNAAEHUA.
MeHbLWKHCTBO (19 NPOLEHTOB AeTeit) NoAYHaloT NUTaHNe
yepes TPy6KY, MMNNAHTUPOBAHHYIO B XKeNy40K yepes
oTBEPCTUE B BPIOLIHOWM CTEHKe (racTpocTomuyeckan Tpybka).
OCHOBHbIMW NMPUYMHAMM ITOTO ABNSAETCA HECNOCOBHOCTb
aKKypaTHO r10TaTb MMLLY, TaK KaK OHWM MOTYT MOMepXHYTbCS,
WM KYCOYKM MULLM MOTYT NPOHUKHYTb B Nerkue (acnupaums),
a TaKXe NoslydyeHune AONONHUTE/bHbIX Kalopuii npu
Hep0CTaToYHOM NpubasKe B Macce Tena. MHoraa

. racTPOHOMMYECKYHO TPYOKY yCTaHaBAMBAOT BPEMEHHO, A5
£l onTMmMM3auumn Habopa seca.

TaKKe Kopm/ieHMe YCNOXKHAET pedtoKe
(*KenyLouHbIi COK BO3BpALLAeTCs B NULLEBOS,
Tem cambiM NpUYKNHAA 60b). OH JOCTaTOYHO
4acTo BCTpeyaeTca y AeTen ¢ runotoHuei. C
BO3PACTOM CUTyaLMA 06bIYHO yyYLLAeTCs, HO
nHorga pedtoke Tpebyet neyeHms
AHTALMAHBIMU MegUKaMeHTaMuM
(HeWTpanusyLWUMN KUCNOTY) UK JaxKe
XMPYPruyeckoro BMeLaTesibcTea
(dyHaonamKkauma). CornacHo nccaegoBaHUAM
KapTep, TONbKO BOCbMM NPOLLEHTam AeTelt
noTpe60oBanoch XMPypruyeckoe BMeLlaTenbCcTBO A4N1A eyeHuns pedatokca. 3anopbl —
elLe 04Ha pacnpocTpaHeHHas Npobaema, NO3STOMY BaXKHO ynoTpebnaTb AoCTaTOuUHOE
KOJIMYECTBO XKMUAKOCTU U cObN0AaTb ANETY C BbICOKMM CofepKaHMem KnetyaTku. Okono 30
NPOLEHTOB ZeTel C CUHAPOMOM IMaHY3/b BbIHYXKAEHbI €XXeAHEBHO NPUHUMATL ClabuTenbHble
WIN Pa3MATYUTENN CTYNA ANa obnerdyeHns NpoLecca UCNparkKHeHNs.
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Poct u nonosoe co3peBaHue

BONbLWIMHCTBO AeTei ¢ XpOMOCOMHbIM
ancbanaHcom, Kak NpPaBuIo, HECKOIbKO
OT/IMYAIOTCA OT CBOMX CBEPCTHMKOB. B
60NbLWNHCTBE CNyYaeB Takue AeTn MeaieHHee
pacTyT, Kak NPaBMIO MeHblUEe eaaT U UMetoT
MEHbLUYIO MbILLIEYHYIO Maccy BBUAY CBOUX
du3nyecknx ocobeHHocTen. Y geteii ¢
CUHAPOMOM DMaHy3/1b NOI0BOE CO3PEBAHMUE,
no BCel BUAMMOCTU, NPOTEKAET, KaK U Y
APpYrux feTen, HEeCMOTPSA Ha TO, YTO OHM
MeHbLe.

NMoseaeHue

Kak v Bce petu ¢ dmsnyeckumm nnm
YMCTBEHHbIMMW OTKNOHEHUSAMMW, OHU MOTYT
MCMbITbIBaTb Pa3o4apoBaHMe 1 6ecnoKoincTeo,
KOrga OT4asiHHO NbITaloTCA 06LWaThCA,
MCNo/b3ysa OrpaHNYeHHble cpeacTa. OaHaKo
60NbLIMHCTBO poanuTeneit aeten ¢ CMHAPOMOM
3MaHya3/1b rOBOPAT, YTO UX AETU B LLESIOM
CYACTAUBLI W OBLLUTENbHDI, NOBAT CAyLWaTh
MY3bIKY M HaxoguTbea B obwecTse, obnagatort
XOPOLUUM YyBCTBOM tOMOPa.

YetbipHaauaTb net

(11 o

OHa Becenias v 06WMTENbHAA AEBYLLIKA, KOTOPOW HPaBUTCA bbiTb B KONeKTUBe. OHa y3HaeT
cBoero oTua, 6paTbes, 6abyLLKy 1 Apy3elt CEMbU, OXOTHO Pa3roBapMBaET C HUMU U yblibaeTca um
— podumens 20-nemHeli OesywKu

MpoaoNKUTENbHOCTD ¥XU3HU /IloAel C CMHAPOMOM IMaHyaNb

B HacTosALLee Bpemsa BCTPEYAIOTCA N0AM C CUHAPOMOM IMaHy3/b, KOTopbIM yxe 6osble 30 fer.
NHbopmaunm o cpeaHelt NPoLOMKUTENBHOCTU KU3HU YEI0BEKA C CUHAPOMOM IMaHy3/b HeT. Ha
CaMOM fie/ie, 3TO 3aBUCUT OT psaga GaKTopoB, Hanbosiee BaXKHbIM U3 KOTOPbIX ABNAETCA CTeNeHb
TAMKECTU KaKUX-NMB0o BpoXKAeHHbIX AedeKToB. Ecan BpoxKaeHHble AedeKTbl He3HaUUTe IbHbI UK
MoAAaloTCA KOPPEKL MU, TO A4PYTMM BaXKHbIM paKTOPOM ABAAETCA CTeneHb OrpaHUYeHHOCTH
dU3MYECKUX BO3MOXKHOCTEN. KpoMe TOro, pUCK NpeKaeBpeMeHHOW CMepTV NOBbLILWAKOT Takne
NPOoABAEHUSA, KaK CYLOPOXKHbIV CUHAPOM UK cNabas UMMYHHAA CUCTEMA, XapaKTepHble ANS
Nto60ro YenoBeKa ¢ cepbe3HbIMU HapYLIEHUAMM.

€ C 1ex nop, KaK POANANCH HALLM LOHEPH, CUALHO M3MEHUAACH CUTYALMA C GU3MYECKOI
Tepanuvew, aprotepanueit, 06pasoBaHMeEM U 3HAHUAMM B 061aCTU MeANLMHDI... A CYUTAIO, YTO
[OETU, POXKAEHHbIE CEroAHA, CMOTYT NMOAYYUTb HAMHOIO 6o/blUE, YeM HalW — podumersb 34-
nemHux 6au3Hey08

(17 v
B 26 neT oHa No-nNpeKHeMy Haxo4MTCA Ha YPOBHE pPa3BUTUA pebeHKa, KOTOPbIN HyXKAaeTcs B
NosIHOM yxoae — pooumess 26-nemHeli 0egywKu
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KakoBa BepOATHOCTb POXKAEHUA eLle 0AHOro pebeHKa c CMUHAPOMOM
dMaHyanb?

CNOXHO C YBEPEHHOCTbIO CKa3aTb, KAKOB PUCK MOBTOPHOIO MPOABAEHUA AN KOHKPETHOM napbl.
Ero Mo¥HO oLeHUTb cneaytowm o6pasom: ecaum Bbl eHWwmHa-HocuTens cbanaHcMpoBaHHOM
TpaHcnokauun 11;22, To puck ana kaxcdoli nocneaytoliein 6epeMeHHOCTM COCTaBASET OKOMO
LEeCTN NPOLEHTOB. [118 MY}KUMUHbI-HOCUTENA PUCK HUXKE, MPUMEPHO OT A4BYX 40 NATU NPOLEHTOB.
B MCKNHOUUTENIbHbBIX CYYasX, KOT4a HU OAMH U3 poauTeNei He ABAAETCA HOCUTENEM, PUCK eLlle
HUXe, BEPOATHO, MEHee OAHOrO NPoLLeHTa.

TecTMpoBaHue NO3BONAET BbIABUTb Y ELLE He POMKAEHHOro pebeHKa CMHAPOM 3MaHyaNb Npu
KaXkaol nocneaytoulent 6epemeHHocTU. Heobxoanmo coobLmMTb CBOEMy Bpayy O XKenaHum
NPOBECTM NpeHaTaibHoe TeCTUPOBaHMe, Kak TObKO Bbl y3HaeTe 0 bepeMeHHOCTH.

KTo ewe 13 uneHoB Balweit cembM J0MKeH NPOIATU TeCTUpoOBaHUe?

Ecnu y Bac y»e ecTb €T, 1 OHW 3[,0POBbI, KaK NPaBuo, HeT HeobXxoAMMOCTH cpa3y noasepraTb
MX TECTMPOBAHMIO, HO Bbl 0/13KHbI 06CYANTL 3TO C BalMM BpadoM-reHeTMKom. Ecam Balu
pebeHOK A0CTaTOUYHO B3POCAbIiA, 4TOBbI 3a60TUTLCA O CBOEM 3/10POBbE CAMOCTOATENBHO, U €CNK
OH ellle He NPOXOAMA TeCTUPOBaHME Ha HOCUTENS, TO OH A0/XeH BbITb 0CBEAOMAEH O
BO3MOKHOCTM €ro NpoBeaeHMA (ONATb 3Ke, aHaan3 KposK). MccnepoBaHme CTOMT NPOBECTM A0
co34aHuA cOBCTBEHHOW CEMbW. BEepOATHOCTb TOTO, UTO pebeHOK MOXKET BbiTb HOCUTENIEM,
cocTaBnseT nopaaka 50 NpoueHTos.

Ecnv Bbl — HocuTeNb, 1 y Bac ecTb 6paTtbs 1 CECTPbI, COOBLIUTE UM O TOM, YTO MOMKHO NPOUTH
TectmposaHue. Npu ycnosum, 4to Bel yHacnen0Banum TpaHCAOKALMIO OT O4HOIO U3 CBOMX
poauTenel, To BEPOATHOCTb, YTO Bawu 6paTba Uam cecTpbl MOryT H6bITb HOCUTENAMM, COCTaBAAET
50 npoueHTOoB.

Ecnun y Bac 6onbluas cemba U3
HECKO/IbKMX MOKONEHWIA, TO Bawwu
pPOAMTENN MOTYT NPOITH
TECTUPOBAHWE, YTOBLI Y3HATb, rae
npou3soLLNa TpaHC/IoKauma. Bawu
TeTH, AAAM U ABOOPOAHbIe 6paTha U
CecTpbl CO CTOPOHbI, F4e nNpousoLna
TPaHCNIOKaALMA, TaKXKe MOryT 3aX0TeTb
y3HaTb 06 3TOM.

B aTOM cembe maTb ABAAETCA
HocuTenem. Y aoyepm
LMarHoCTMPOBaH CUHAPOM
SMaHya/1b. AHAIN3 XPOMOCOM CbIHa
elle He NpoBoAUACA.

JononHuTtenbHasa Auteparypa

B HayuHOM XypHane American Journal of Medical Genetics, 8 Bbinycke 149A (2009) HaneyaTaHa
BaKHasA CTaTbA ANA NIOAEN, KOTOPbIE XOTAT U3y4nTb BONpoC bonee NnoapobHO ¢ MeauLMHCKOM
TouKkM 3peHuna. (Phenotypic delineation of Emanuel Syndrome (Supernumerary Derivative 22
Syndrome): Clinical Features of 63 Individuals, Melissa T u coasT., cTp. 1712-1721).
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MHdopmauma u nogaeprkKa

Understanding
chromosome
disorders

U .
Fpynna noagepsKKkn cemei ¢ peaKMmmM XpPOMOCOMHbIMU OTKIOHEHMAMM,
The Stables, Station Road West, Oxted, Surrey RH8 9EE

Ten.: +44(0)1883 723356
info@rarechromo.org \www.rarechromo.org

Chromosome 22 Central

c/o Stephanie St-Pierre, 338 Spruce Street North, Timmins, Ontario, Canada ON P4N 6N5
Ten.: +1 (705) 268-3099

steph.stpierre@c22c.org |c22c@ntl.sympatico.ca | www.c22c.org

(13 v v
06A3aTeNbHO NPUCOEANHANTECD... K rpynne noaaepxku C22C Ha caliTe. Bbl MHOTOe y3HaeTe oT
LPYrUX poautenen n aeten.

MpucoeanHuTeck K coobectsy Unique, 4Tobbl NONYYMTL LOMOAHUTENBHYIO MHOPMALLUIO,
HeobXoAMMYHO MOMOLLb U KOHTAKTHbIE AaHHble CEMEN C aHaNOrMYHOM Npobaemoin.

Unique — 370 61arotBoputenbHaa HerocyAapcTBeHHasn opraHmsaumsa. PMHaHCOBasA NOAAEPIKKA
OCYLLECTB/IAETCA 33 CYET FPAHTOB U MOXKEPTBOBAHMIA. Bbl MOXKETE BHECTU NOXKEPTBOBAHMUE Ha
Halwem oduumanbHOM caite: www.rarechromo.org

Mokanyicra, nomoruTe Ham NoMoyb Bam!

Tpynna noaaepXKu cemeii ¢ peKMMM XPOMOCOMHbIMU OTKNOHEHUAMM HoMep B peecTpe 61aroTBOPUTENbHBIX OpraHu3aL it
1110661
Homep B peectpe KomnaHuit AHranMm 1 Yanbca 5460413
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