Kak yacto BcTpeuaercsa CKI?

CKI' — 3T0 peakoe OTKIOHEHME, KOTOPOe,
NpeanonoXnUTeNbHO, BCTPEYaeTCs Y HECKOJIbKMX COTEH
yesnioBek no Bcemy mupy. OgHako, BEPOSITHO, YTO Y
MHOTIMX JIIOAEN 3TO OTKJIOHEHWE MPOCTO He
ANarHoCTMPOBAHO, MOCKOJIbKY CUMMTOMbI He SpKO
BblPa>XeHbl UM OTCYTCTBYIOT.

Mo oueHkaM NpowwnbIxX NET, 3a601€BAaEMOCTb COCTaBANA
OfMH c/lyyart Ha 50-150 TbiC. Y€noBeK.

Mouyemy 31O Npou3soLwwno?

Mpu 3a4aTnM reHeTUUECKUIA MaTepuan poanTenen,
CKOMWUPOBaHHbIN B AWLIEKNETKY U CNEepMaTo3oua,
o6beanHseTcs, hopMupys 3apogbiil. Ho NockonbKy 3TOT
MpOLIECC He UaeaneH, MHora4a B Xo4e Hero MoryT
NMPOUCXOAUTL U3MEHEHWSI, Y TEHETUYECKUIA MaTepuan
HenpaBWIbHO Pacrpefensercs B AMLEKIeTKax 1
cnepmato3ongax. CKI — 370 cnyyaiHasi reHeTuyeckas
MyTaLmsi, KOTOpas HUKaK He CBsi3aHa C 06pa3oM XXM3HM
poauTENEN UMK UX AENCTBUSIMA A0 HACTYM/IEHUS
6epeMEHHOCTH, a TakXKe BO BPEMS MU NOC/E Hee.

Mo>keT sin 3TO NPOM30ATHU CHOBa?
BeposTHOCTb poXkaeHUs elle oaHOro pebeHka ¢ TakuM
peaKUM XpOMOCOMHBIM OTK/IOHEHMEM 3aBUCUT OT
reHeTU4YecKoro Koaa ero poautenei. OaHako,
60NbLUMHCTBO ceMeit cTankmaatoTcs ¢ CKI BnepBble (de
novo). Ecnn poauTenu He SBASTCS HOCUTENSMU STOMO
rEHETNYECKOro OTKIOHEHUS, BEPOSITHOCTb POXXAEHNS
eLle oAHoro pebeHka C TakvMM e OTK/IOHEHUEM KpalHe
Mana (MeHee 1%). MHoraa poautenu MoryT caatb
aHanu3 kpoBu Ha CKT 1 MonyynTb OTpULLATENbHbIV
pe3ynbTaT, Ho B ByaylleM UMEeTb AETel C 3TUM
CMHAPOMOM. JTO 06BACHIETCS MO3anLM3MOM
3apo/bILLEBO NIMHUM, NPYU KOTOPOM FeHeTuYeckas
MyTaLMsi He COAEPXKUTCS B K/IETKAxX OpraHnsma, Ho
BbISIB/IIETCS B SIMLIEKSIETKAX U CMIepMaTo30Maax.

Ecnu y ogHoro u3 poanTenei ectb CKI, WwaHC nepeaatb
3TO OTK/IOHEeHWe pebeHKy nosblwaeTcs Ao 50%. Ho
C/ly4al KaXXAoW CEMbU UHAMBUAYANIEH, MO3TOMY
HeobxoaMMa KOHCyNbTauums Bpaya-reHeTvka.

YTOo Takoe COMaTU4YeCKui MO3anuLunu3mM?
Ewwe ogHoi ocobeHHocTbio Ntogeri ¢ CKI, obnaaatoLmx
[OMOMHUTENBHOM XPOMOCOMOW, SIBASIETCS COMaTUYECKUMN
MO3auLM3M, ANt KOTOPOro XapakTepHO Hanuuue
[IOTMOTHUTENBHOW XPOMOCOMbI TOJIBKO Y YacTU KIIETOK.
TakoW MO3a1LM3M CBSA3aH C NoTepel AOMOHUTENbHOW
XPOMOCOMbI MpY AESIEHNM KIIETOK BO BPEMS pocTa U
pasBUTUS OpraHn3Ma. TSHKECTb CUMMTOMOB MOXET
3aBMCETb OT TOrO, B KaKNX KNETKAX COAEPXXMTCS 3Ta
XPOMOCOMa WM Ha KakuxX CTausiX pa3BUTUS OHa MCYE3aEeT.

NHcdopmaumsa n nopaepxka

Fpynna nopgaep)kku noaeu c \
peaKMMN XPOMOCOMHbIMM

OTKJIOHEHUSIMU

The Stables, Station Road West,

Oxted, Surrey RH8 9EE, UK Unidue

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

Be6-caiTbl:

http://www.cateyesyndrome.info (MexayHapoaHasi opraHusaumsi,

M3y4aroLlas CMHAPOMOM KOLLAYbero rnasa)
https://www.facebook.com/cateyesyndromeinternational

http://www.c22c.org (Fpynna noaaepXxku cemei ¢ HapyLeHUsMY B

22-1A XpoMocoMe)

Fpynnbl B Facebook*:
https://www.facebook.com/groups/5642264660/
https://www.facebook.com/22QFoundation/
https://www.facebook.com/MGH22q11.2Clinic/
OononHutenbHaa nHopMmauus:
https://rarediseases.org/rare-diseases/cat-eye-syndrome/
https://www.omim.org/entry/115470

B 6poLutope Unigue NnpuBOANTCA CNIUCOK CTOPOHHWUX CalTOB
1 chopyMOB C nonesHon MHdopMaumen ansa cemen. ITo He
03HauaeT, YTO Mbl 0406psiEM coaep)KaHMe YMOMSHYThIX
WCTOYHMKOB MM HECEM KaKyo-Mb0 OTBETCTBEHHOCTb 3a
NPEeACTaBeHHYI0 B HUX MHMOPMaLUMIO.

[aHHas 6poLutopa He 3aMeHsIeT INYHYI0 KOHCYIbTaLmo
Bpaya. o BceM BOMpocaM, Kacatlowmmcst 340pPOBbSi,
[NArHOCTUKN FEHETUYECKMX OTK/IOHEHUI U UX NEYEHNS,
ceMbsaM cnegyeT obpallaTbCcs K creumanvcty. Ha MoMeHT
ny6nvKaLmm CBeAEHNS B 3TOM BpOLLIOpE cyYUTaoTCs
Hanbonee akTyanbHbIMK, OAHAKO B ByayLleM 3TN CBEAEHMUS
MOryT 6bITb M3MeHeHbl. [pynna Unique cnepwt 3a
pesynbTaTamMu NoCNeaHNX UCCNeAoBaHUA U Npu
HeobXxoAMMOCT O6HOBNSET yXe ony6/IMKOBaHHbIE
MaTepuanbl. 3Ta bpolutopa 6bifa cocTaBneHa rpynnom
Unigue v npoBepeHa AOKTOpPoM AHapea bapTtynu,
3aBeayioLMM OTAENEHNEM peaKmx 3aboneBaHni u
MEeULIMHCKOWM FreHETVUKWN B AETCKOW KMHMKe Bambino Gesu,
Pum. 2019 Version 1 (AP)

MepeBoA BbINOMHEH B paMkax MexayHapoaHOro
CTyAEHYECKOro BosoHTepckoro npoekta Unique. Kypatop
rnepeBoAYecKoro npoekTa — Hatanbsi BUKTOpOBHa
HeuaeBa, goueHT kadeapbl nepesoga PITY uM. A. U.
lepueHa, MpesnaeHT Accoumalmm npenoaaBaTenei
nepesoga, CaHkT-lMetepbypr, Poccns. MeanumHCKyto
penakumio ocywectsuna Kopoeko AHactacus MiropeBHa,
Bpay-reHeTnK, ®bY «HaunoHanbHbIN MeANLIMHCKMIA
MCCNefoBaTENbCKUI LIEHTP aKyLIEPCTBA, MHEKOIOTUN U
rnepuHaTonorMm nMeHn akagemmnka B.U. Kynakosa»
MwuH3gpasa PO, Mocksa, Poccus.
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Y10 Takoe CUHAPOM KOoLUa4bero rna3a
(CKr)?

CKI" —penkoe XpOMOCOMHOe OTKMOHeHue. MNpuMepHo y

KaXzoro BToporo yenoseka ¢ CKI HabnoaaeTcs atunnyHas
pagyxka (MMrMeHTMPOBaHHasl YacTb rna3a), U3-3a KOTOpoK
3payvok (YepHas YacTb rnasa) MOXET Ka3aTbCsl BbITHYTbIM.

OTcloda U NPOUCXOANT Ha3BaHWe «Kolayumii rnas». B
MEAMLUMHCKOW NuTepaType onucaHo cablle 100 cnydyaes
CKT. Mpn 3TOM CMMNTOMbI, KaK U TSHXKECTb UX NPOSIBNEHNS,
pasnuyatoTcst. Y uneHoB oaHol ceMbu CKI 6bITb Bbi3BaH
OOHUM reHeTUYECKUM U3MEHEHNEM, OAHAKO CUMNTOMbI
MOryT OTCYTCTBOBATb MOSIHOCTbIO, IN60 6bITb BbIpaXKeHbI
cnabo, yMEPEHHO WM 3aMETHO.

Bo3MO)XHble NPOSAAB/IEHUS CUHAPOMA

[edopmaums (aTpesns) 3agHero NpoxoAa co CBULLOM
(aTunnyHoe coeanHEHWE C APYroM NOMOCTbIO/ MOMbIM OPraHoM:

MOY€BbIM ﬂy3b|p6M/BJ'IaFaﬂVII.LIEM Y AEBOYEK Un

MOYEMCIYyCKaTETbHbIM KaHaNoM/MPOMEXHOCTbIO Y MasibUUKOB).
Kono6oMa oaHoi 1nm 060ux pamy>KeK, KoTopasi MOXeT

TaKXe 3aTparMBaTb COCYAUCTYIO 060104Ky (XOp1onaeto) u
BHYTPEHHIO0 060104Ky (ceTyaTKy). Konoboma Tonbko Ha

PaAy>XKe Ha 3peHUE HE BIUAET, HO Ha ApPYrux obonoykax rnasa

MOXET YXYALUUTb 3pEHME 1 BbI3BATh CEMOTY.
PacwenunHa (HenonHoe cpactaHue) Héba.

Y HekoTopbix Ntogelt ¢ CKI HabntogatoTcs v apyrve
CUMMNTOMbI, HaNpUMep 3aZepXXKa BHyTpUyTPOBHOMO
pa3suTuUa (MeasieHHoe pasBuTHe NNoAa BO BpeMs
6epeMeHHOCTU), HU3KMUIN POCT U PasfIMUHbIE NATONOMMN
6ptoLLIHOM NonocTu. Ha caMoM gene, CMHAPOM KOLaybero
rfiasa MOXeT 3aTparveaThb /11060l opraH B OpraHu3Me.
Takue cny4vam XoTb pefKo, HO Ciy4atoTcs.

Cnoco6HoCTb kK 06yueHuIo

Y 6onee yeM NONMOBMHLI Ntoael ¢ AnarHo3oM CKI
HabnoaaeTcs HopManbHOE MHTeNEKTyasnlbHoe pas3BuTue,
OCTasIbHbIE XX€ UMEIOT NErKyto 1 CPEAHIO CTENeHb
WHTENNIEKTYarbHOW He0CTaTOYHOCTM. Tsxkenas cTeneHb
TaKxKe BCTpeYaeTCs, OAHAKO KpaliHe peako. OnpeaenuTb
TOYHYIO MPUYMHY Takoro pa3HoobpasHOro crnekTpa
cumnTomoB CKI™ B HacTosLee BpeMsi HEBO3MOXHO U3-3a
HexBaTku nHdopmMaumm. OT4acTn 3TO MOXKeT bbITb
CBS3aHO C APYrMMn paHHEe He AMarHoCTUPOBaHHbIMM
reHeTUYeCcKnMM n3MeHeHnsIMK. Takas KapTuHa Hanbonee
3aMeTHa Yy ntoael ¢ 6onee TskenbiMu hopMamm
cuHapomMa. Kpome Toro, 310 MOXXeT 06bsACHATLCS TEM, UTO
y HekoTopbIx Ntoaei ¢ CKI HabntoaaloTcs reHeTuyeckne
U3MEHEHUs He BO BCEX KJIETKax opraHm3ma (CM.
coMaTu4eckuii Mo3anumamM). o 3Toi NpuymHe
npeackasatb BEPOSTHOCTb nosisneHns cumMntomos CKI m
MX TUN HEBO3MOXXHO.

Cepaue: ToTamnbHbIA aHOMasbHbIN NeroyHbIiA BEHO3HbIN PekomeHaauMn No MeAULIMHCKOMY

Bo3BpaT (TAJIBB), TeTpaga ®anno, oTBEpPCTMS MeXAY

Kamepamu cepaua (aedekTbl MexnpeacepaHon neperopoakmu

WIIN >Kenyaouka).
Moyku: HepgopasBMTble NOYKKM (rMNoONasus),

YBEJIMYEHHbIE MOYKMN U3-3a CKOMJIEHUSI MOUM (rMapoHedpos),

OTCYTCTBME MNOYKN UK Hanuvmne ﬂOI'IOJ'IHVITGJ'IbHOVI.

[nasa: rnasa WMpoKo paccTasiieHbl (rMnepTenopusm),

KO>XXHble CKTaAKM (3MMKAHTYC) Y BHYTPEHHErO yria rnasa,

KOCOrfiasue, yMeHbLUEHHbIE rnasHble 1610ku (MUKpodTanbMus),

OrpaHVWYeHHOE rOpU30HTasNIbHOE ABWXEHWE a3 (CMHAPOM
[lyaiHa), oTCyTCTBME pafyXKu (aHUPUAMS), MOMYyTHEHUE

pOroBULIbI UIIN XpYCTanuKa (KaTapakTa), OTCYTCTBME TKAHEN
(konoboma) Bek, HakOHEHHbIE BHU3 (K YLUaM) rnasHble LEN.

Ywm: HenpasuibHas dopMa yilen ¢ hucTynoi

(siMKOI) n/unn HapocToM (MonnNoM); U3peaka — HeaopasBUTHE
YLUHbIX pakoBWH (6eccopMeHHbIN 6yropok), KOTOpoe MHOrAa

COMPOBOXAAETCS NIOXO Pa3BUTHIMU YLUHBIMW KaHanamm.
Ckenert: ckonno3s (MCKpUBMIEHNE MO3BOHOYHUKA),
OTCYTCTBUE/CpaLuMBaHue/yABOEHMe KocTen (pyku, pebpa,
nanbLbl HOI), HEOpa3BUTas YentoCTHas KOCTb.
[opoKM pasBUTUS >KENYAOYHO-KULLIEYHOrO TpaKTa
W/Vnn rpebku.

KpunTopxuam (HeonyLieHre siudka) u/wam runocnaams

(cMeLLeHWe OTBEPCTUSI MOYENCNYCKaTeIbHOMO KaHarna) y
MY>KYMH.

obcnepoBaHuro
PekoMeHzaLmm 3aBUCAT OT CUMMTOMOB KaXA0ro
KOHKPETHOr0 YesioBeka M MOoryT BK/to4YaTh B cebsi:
. Xupypruyeckoe BMELIATENbCTBO A5 YCTPaHEHMS
aTpesnn 3aHero Npoxoaa u ApYrux TSHXKENbIX NMOPOKOB
pasBUTUS XKENYAOYHO-KMLIEYHOro TpaKTa
. ObcnepoBaHve cepaua Npy HanUuuK TSHXKeNbIX
NMOPOKOB cepaLa
MpoBepky 3peHus (y odTanbmonora)
" MpoBepky cnyxa
. OcmoTp HEGa
. 0O6cnenoBaHVe MOYENONIOBON CUCTEMBI
A6aoMuHanbHoe uccnegoBaHne
Tepanuto ropMOHOM pocTa
PaHHI00 NoMoLLb AETAM C TPYAHOCTSAMU B
0b6yueHun

Pa3Hble Ha3BaHus CUMHAPOMa

CMHAPOM KOLLaybero rfas3a Takxke U3BECTEH KaK CUHAPOM
LLMupa-®pakkapo, YacTuyHas TeTpacomus 22-i
XPOMOCOMbI, YaCTUYHaAs TPUCOMUS 22-i XPOMOCOMBI,
invdup (22pter-q11). Ecnu Bam HegaBHO
AnarHoctuposanu CKIT, To Bbl, CKOpee BCEro, y>e npoLusin
reHeTUYECKWIN TeCT, KOTOPbIN Ha3bIBAETCS XPOMOCOMHBI
MWKPOMATPWYHbIN aHanu3 unu arrayCGH (cpaBHUTENbHAS
reHoMHas rnbpuamnsaumns). ITOT aHanu3 MOXET NOMOYb
onpeaenunTb NPUYNHY reHETUYECKOrO OTKJTIOHEHMSI.

Yem Bbi3BaH CMHAPOM KoOLUaubero rnasa?
CKI' — aT0 peakoe

XPOMOCOMHOE OTK/IOHEHME, ’\ ? % . I
BbI3BAHHOE YBOEHMEM 2% )) i ,(
0fHOI 13 46 XpOMOCOM, a ] ’

s
WMEHHO 22-11 XPOMOCOMB!. ( :i H E‘ u i
Yenosek, kaKk MpaBuso, DK K B o
nMeeT 23 napbl XPOMOCOM, y B D BV H
NpoHyMepoBaHHble oT 1 o 5 96 6 Q i

22, a Takke napy nosnosBbIX
XPOMOCOM, KOTOpble
onpeaensitoT ero 61MoNornyeckuiA no.

[Y myxunH ectb ogHa X 1 ogHa Y xpomocoma (XY),
Y XeHLWWH ase X XpoMocoMbl (XX)].

Mpu CKI gybnuposaHHas AHK 06bi4HO cyluecTByeT B BUAE
AOMOJTHUTENBHOM XPOMOCOMBI, U3BECTHON KaK Manas
CBepXUnNCrIeHHasi MapkepHast xpomMocoMa (sSMC).
JlononHuTensHas XpoMocoMa obpasoBaHa U3 AByX KOMui
YYaCTKOB 22-1 XpOMOCOMbI.

Manas ceepxyncneHHast MapkepHas xpomocoma (sSMC)
MOXET coaepXaTb AyNINLMPOBaHHBIN YUYaCTOK, KOTOPbIiA
6yaeT Kopoye Apyroro yyacTtka. B kneTke 06bl4HO
NPUCYTCTBYIOT ABE KOMWUM 22-I1 XPOMOCOMbI. A Hannuume eLle
ABYX OOMOMHUTESIbHBIX KOMUIA Y4acTKOB 3TOW XPOMOCOMbI
NPUBOAMUT K YETLIPEM KOMMUSIM OMNpeAeNiEHHbIX y4acTKoB 22-1
XPOMOCOMbI (3TO Ha3bIBAETCS YaCTUYHOW TETPacoMUen).

MY>KCKOM KapuoTur
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Kaxxgas XxpoMocoMa uMeeT KopoTkoe (p) 1 AnvHHOE (q)
MNse4yo, KOTOPbIE COEAMHSIOTCS Ha yyYacTke Ha3blBAEMOM
LleHTpoMepoli (OTMeYeHa XeNTbIM Ha PUCYHKe CBEpPXY). A
Manas cBepxyucieHHas MmapkepHas xpomocoma (sSMC),
KoTopas ecTb y 60/blUMHCTBA Ntofer ¢ CKIT, umeeT aBe
LeHTpoMepbl. Mpy BTopoM Tune CKI AynaMuMpoBaHHbIii
YYaCTOK ANIMHHOIO nieya 22-i XxpoMOCOMbI 60sIbLLE, YeM
npv CKI" nepsoro Tuna.

Y HEKOTOPbIX NOAEN eCTb AyNMKaLmUs O4HOMO U TOFO XKe
WM NOXOXKEro y4YacTKa reHeTMYecKoro Matepuana, KoTopblii
BKJTIOYAETCS B CYLLECTBYIOLLYIO XpOMOCOMY unu obpasyet
MaseHbKY0 KOJSbLIEBYIO XpOMOCOMY. EagnHMYHas konus
reHeTUYeCKoro MaTepuasna 03Ha4yaeT, YTo B obLLen
CMIOXXHOCTW €CTb TPY KOMWUM YHaCTKOB XPOMOCOMbI (3TO
sIBNeHMe Ha3bIBAETCS YaCTUYHON TpUCOMUEN).

(22-5 napa xpomocom o6BefieHa KpacHbIM



