Kak yacro BcTpeyaeTcs KoJibLieBasi

xpoMmocoma 17?

STa XpPOMOCOMHasi NMepecTpoika BCTPeUYaeTcsl KpailHe peako.
Ha naHHbIN MoMeHT (2021 roa) B MeAULIMHCKOM NuTepaType
onucaHo MeHee 30 cnyyaeB. CyLLeCcTBYIOT Takxe
He3adUKCMPOBaHHbIE B MEAULIMHCKOWM NUTEpaType Crydaun.
BO3MOXXHO, KOMIMYECTBO /t0AEN, Y KOTOPbIX ANArHOCTUPOBaH
[IaHHBIN CMHAPOM, YBENIMUYUTCS, KOrAa reHeTMYeckne
nccnefoBaHnsa CTaHyT JOCTyrNHee. TeM He MeEHee, OXMAAeTCs,
YTO CMHAPOM BCE PAaBHO OCTAHETCS PEAKUM.

Mouyemy 3TO0 Nnpou3soLno?

Mpw 3a4aTnm Gyaywmin pebeHoK NosydYaeT reHeTUYECKU
MaTepuars, CKONMPOBaHHbIN M3 MOMOBLIX KNETOK poanTenen,
AWLEKNETKN U cnepmaTo3omaa. B npouecce konMpoBaHus B
reHeTU4YeCKOM Koze AeTel MHOrAa BO3HWUKAIOT CrlydaliHble
nepecTpoikun, kotopbix HeT B AHK ux poautenei. Takue
MyTaLMKM NPOMCXOAST camu Mo cebe U He 3aBUCAT OT
0cobeHHOCTelM 0bpasa XWU3HWU, MUTaHUS UM OKPYXKatoLLEel
cpegbl. B X BO3HMKHOBEHUM HUKTO HE BMHOBAT. Takue
N3MEHEHWSI NMPOUCXOAST Y BCEX, HO NNLLb HEKOTOPbIE U3 HUX
B/IMSIOT Ha 340POBbE U Pa3BUTUE — NP 3aTparnuBaHnm
BaXXHOro reHa (Mim reHos).

Y 60MbLUMHCTBA AETEN C KOSIbLEBOW XpOMOCOMOM 17
nepecTpoika Npou3oLLsIa C/lyYaliHO U He Bbinia 0bHapyXXeHa Y
poauTeneil (Takoe SIBIEHME TaKXXe Ha3bIBalOT «de 10vo», TO ecTb
BO3HMKLUEE B CEMbE BMEPBLIE). TEM HE MeHee, HECKOJbKO
[eTel yHaceaoBanu KombLEBYIO XpOMOCOMY 17 OT poauTtens-
HOCUTESSI MO3aUYHOM KOJIbLIEBOW XPOMOCOMbI. ITU poaUTESM
6biN 6€3 0COBLIX MPU3HAKOB XPOMOCOMHbIX OTK/TIOHEHWI,
nmbo co cnaboBbipaXXeHHbIMU NMPU3HaKaMu.

Mo>xeT 2in 3TO NPOM30UTHU CHOBa?

BeposTHOCTb pOXXAEHUS B CEMbE elle 0AHOro pebeHka C
peaKon XpOMOCOMHOW NEPECTPOMKON 3aBUCUT OT
reHeTMYecKoro kofa poauTenei. Ecnm konbLeBas XxpomMocoMa
BO3HUWKNA «de novo», TO eCTb OHa He Bbina 06HapyXxeHa Hu y
O[IHOTO W3 POAMTENEN, TO PUCK POXKAEHNSA pebEHKa C TaKow
XPOMOCOMOM HU3KMIM. OfHAKO PUCK MOBbLILLAETCS, €CNN Y
OZHOr0 U3 poauTeNen NPUCYTCTBYET Mo3anyHasi KoMbLieBas
XpomocoMa 17 unu cbanaHcMpoBaHHas TPAHC/IOKALMS 3TOM
XpOMOCOMbI. CbanaHcMpoBaHHasi TpaHCoKaums — 3T0
XPOMOCOMHas NePECTpolika, NPy KOTOPOM hparMeHTbl PasHbIX
XPOMOCOM MEHSIOTCA MeCcTaMm, HO KOJIMYECTBO XPOMOCOMHOMO
MaTepuasa OCTaeTcs NpPeXHWUM. Bpay-reHeTnk pacckaxeT o
CYLLECTBYIOLLEM B BalLEl CEMbE PUCKE MOBTOpA.

MO>XHO /I 3TO BbUJIEYUTDL?

CWHAPOM KOJbLIEBOW XPOMOCOMbI 17 He MOXET 6bITb
BblsiedeH. OAHaKo, 3Has AMarHo3, cneunanmcTbl cMoryT
noao6paTth NOAXOAsLME 06CNea0BaHUS U NIEYEHNUE PasHbIX
CMMMTOMOB, B TOM YKC/E CyA0por.

CeMbM paccKkasbiBaloT...

““EMy 25 neT, u y Hero JonoNHUTENbHbIE KOoMbLieBas
X-XpoMocoMa ¥ KosbLieBasi XxpoMocoma 17. Y Hero ectb noytun Bce
Mpu3HaKu, XapaKTepHble AN JII0AEN C KoMbLEeBOM XpoMocomol 17
6e3 yTpayeHHoro MDCR. OH ntobuT ynTtaTh, CMOTPETb TENEBU30P U
cnaeTb B MHTepHeTe. OH nobut nyTellecTsoBaTh, obnapaet
3aMevaTesibHbIM YyBCTBOM OMOpa U HEBEPOSTHOW NaMSATbIO Ha
akTbl. OH NOCTOSIHHO YAMBASIET HAC TeM, Ha YTO crnocobeH.-”
“ Emy 30 neT, 1 nepes ero HenocpeaCcTBEHHOCTbIO HE CMOXKET
YCTOSITb HUKTO. OH ntobut cobupatsb Jlero, urpaTb B
KOMMbIOTEPHbIE UMPbl, YATATb KHUMM 1 pacckasbiBaTb CaMOMy
cebe ncropumn. OH 060XKaET KMBOTHBIX U OYEHb JTIOOUT
pa3birpbiBaTh cBoero nany. CblH MHOrOMY Hac Hayuwn: XuTb Mo
CBOVM MpaBwuiaM, FroBOpUTb NpaBay W Nobuts!
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Y10 Takoe CMHAPOM KOJ1bLieBOM
XpOMOCOMbBI 177?

CVHAPOM KOJbLIEBON XPOMOCOMbI 17 — 3TO peakoe
reHeTuMyeckoe 3aboneBaHne, KOTOPOE MOXET BbI3BaTb
3a4epXXKy pa3BUTUS U MOBMSATb Ha CNOCOBHOCTU pebeHka
K 06y4yeHuio. Y ntofaei ¢ AaHHOW NepPeCcTPorKoM YacTo ecTb
anunencusi. TeM He MeHee, KNMHUYeCKasl KapTuHa bbiBaeT
pa3Hoii. TO 3aBUCUT OT TUMA U KONIMYECTBA YTPaYEHHOrO B
npouecce GopMUpoBaHKS KONbLEBON XPOMOCOMBI
reHeTMYeCcKoro MaTepuana, a Takxke OT TOro, NpUCyTCTByeT
JIN KOJbLieBasi XpPOMOCOMa BO BCEX K/ieTKax OpraHunsma
WM TOSTbKO B HEKOTOPbIX.

U3-3a yero 3To nponcxoauT?

Konbuesas xpomocoma 17 obpa3syeTcsi, koraa Ha KoHuax
XPOMOCOMbI 17 yTpaumBatoTcs HebomnbLuMe y4acTKu
reHeTM4eckoro Matepumana, us-3a 4ero XxpoMocomMa BMecTo
CBOEW CTaHZapTHOW (hOpMbI MPUHUMAET HopMy KosbLa.

Xpomocoma 17 Konbuesas xpomocoma 17

TenomMena
7p13.3

7p13.1|KOPOTKOE M/1eH0

LeHTpoMepa
O6bI4HO B HALLMX KEeTKax

NPUCYTCTBYET MO /ABE KONWUU
XpOMOCOMbI 17.

Yale Bcero y noaein ¢
KONbLEBOW XpoMocomol 17
BTOpasi XpoMOCOMa UMeeT
CTaHZapTHyto dopmy.
Pexxe kpome aByx
CTaHAAPTHLIX XpoMOcoM 17
MpUCYTCTBYET elle u
KoNbLieBasi — OHa
Ha3bIBaeTCst
[OMOSTHUTENBHON
KOMbLIEBON XPOMOCOMOM

ONMHHOE
nneyo

(|

Tenomepa

Y HeKoTOpbIX NI0ZIEN KOMbLEBAs XpoOMOCoMa 17 aBnseTcs
MO3an4yHO. TO 03HAYaET, YTO OHa MPUCYTCTBYET HE BO
BCeX K/ieTKax opraHusma.

XapakTepHble 0CO6€HHOCTU CMHAPOMA

KrIMHWYeCcKmne NpusHaky reHeTUYECKMX 3aboneBaHuii y
NoAeN NPosIBASIOTCSA MO-pa3HOMY, 1 60JbLLOE BIUSIHUE
3A€Cb MMEET YHUKa/bHBIN FreHOTMN YenoBeka. CUMNTOMbI U
NposiIBNIEHNS AAHHOINO CUMHAPOMA MOryT 3aBUCETb OT
KONMMYecTBa YTPaYeHHOro reHeTUYeCcKoro Matepuana (ecnu
OH YTepsiH), OT aKTUBHOCTW FEHOB PSIAOM C TOYKOMN CAUSIHUS,
a Takxke OT TOro, SABASETCS KoJbLeBasi XpoMocoma
MO3aNYHO WSIN AOMOSTHUTETLHO.

OaHako, BaxkHee Bcero onpeaenuTb, bbu1 v yTpadeH
Yy4acTOK reHeTUYeCcKoro Matepuasna Ha KoHLe KOpOTKOro
nfeya XpoMocoMbl 17. TOT y4acTOK Ha3blBaeTcs
KpUTUYECKUM yyacTkoM Munnepa-Avkepa (MDCR) u
HaxoauTcs Ha nokyce 17p13.3. Korga MDCR yTpauyvBaeTcs,
M3BUNHBI 1 60PO3AblI BHELLHEN YacTW rO/IOBHOrO Mo3ra
OCTaloTCs HeOPa3BUTLIMK M3-3a Yero NOBEPXHOCTb MO3ra
BbIFNAAUT CrIaXXEHHON. Ta aHOManus Ha3bIBaeTCsl
«nuccaHuedanus». [ns aetei ¢ Takum CTPOEHUEM
ro/IOBHOIO MO3ra XapaKTepHbl Tshkenast 3agepxka
(pu31YecKoro 1 NCMXMYECKOro pasBuTUS, UHTENNEKTyanbHas
HeAoCTaToOvHOCTb M cygoporu. MM Byaet ycrtaBneH anarHos
cuHApoM Munnepa-[vkepa.

Ecnu npu (opmMmpoBaHum kosbLieBol XpoMocoMbl MDCR He
6611 3aTPOHYT (eCnv roBopuTb TOYHee, He bbl yTpaveH reH
PAFAH1BI wivwnv ren YWHAE), cumntombl 6yayT 6onee
MAKUMK, @ KIIMHWYeCKas kapTuHa 6yaeT 3aBuceTb OT TOro,
Kakue apyrve reHbl NopaXkeHbl.

TpyAHOCTM 340pOBbS U Ppa3BUTUSA

HeBO3MOXXHO NpeaoCTaBUTb YETKOE ONMcCaHUe BCeEX
KJIMHUYECKMX MPOSIBNIEHWIA Y JTIOAEN C KOJbLEBOW
XPOMOCOMOM 17, Tak KaK Y KaXXAoro U3 HUX OTCYTCTBYET Unn
[ybnupyeTcs pa3Hoe KOMYeCTBO reHeTUYeCcKoro Matepuana
Ha KOHL@X KOpOTKOro u/vnv ASIMHHOIO Mjieya XpoOMOCOMbI, a
TaKXke NPUCYTCTBYET pa3Hasi CTeneHb Mo3avumama (mnm
MO3auLUM3M OTCYTCTBYET B LiefioM). Ha AaHHbIN MOMEHT B
MEAULIMHCKOW NUTepaType HeAOCTAaTOUYHO CBEAEHUIA O NoAsX
C 3TUM CMHAPOMOM, NO3TOMY HMXXE MPUBOANTCS NULLb
KpaTKUIA CMIMCOK OCHOBHbIX CUMMTOMOB 1 OCOBEHHOCTEN, O
KOTOPbIX Y>Ke M3BECTHO. Ba)kHO MOMHUTDL, YTO KaXkabli
pebeHOK yHUKaNneH, 1 y Kaxaoro eCTb UHAMBUAYasbHble
CNOCOB6HOCTU ¥ TPYAHOCTM, KOTOPbIE 3aBUCST OT €ro reHoma.
Takke 6b110 ONUCAHO YeTbIpe Cy4as, Koraa Konbuesas
XpoMocoMa 17 conpoBoxaanach Aeneuyel reHa 7P53 B
nokyce 17p13.1. Y 3Tux noaei AONONHUTENBHO 6bIN
ANArHOCTUPOBaH XPOHUYECKUIA NUMQOLMUTAPHBIN Neiiko3
xnn.

[AeTu c KonbLEeBOi XpoMocoMoi 17 6e3 yTpaueHHOoro
MDCR

B mMeauumHckol nutepatype (Ha 2021 roa) onucaHo Tonbko 13
Cry4yaeB, Npu KOTOPbIX Y NoAEN ¢ KoMbLEBOW XpoMocoMoit 17
He 6b11 yTpayeH MDCR. Y HUX OTMeYaloT pa3Hble CTEMNEHN
WHTENNEKTyanbHOW HeOCTaTOYHOCTH M TPYAHOCTU B
06y4yeHnmn, oaHaKko y ogHoro pebeHka He 6bino
[MArHoCTMPOBaHO NOAOGHbLIX OTKIIOHEHUIA (KaK U Y OHOIO U3
uneHoB Unigue). Cpeay 0COBEHHOCTEN CMHAPOMA BCTPeYatoTCs:

L] 3agepxka B pasBuUTum

[ TpyAHOCTM B 06yYeHWM, MHTENNeKTyabHas
HepocTtaTo4HocTb (MH), nnbo KOrHUTUBHbIE
(yHKUMM B Npesenax HOpMbl

[ PoauMble NsTHa No TMRy «Kkode C MOSIOKOM>
(npu3Hak Mo3anuu3ma)

] 3afepxKa peyeBoro U A3bIKOBOrO PasBUTUS UMK
OTCYTCTBUE peyn

[ HW3KMI MblLLEYHbIN TOHYC (FMMOTOHMS)

n Cypoporu v snunencus

] AHOManus pasBuTUs rfasa: NsTHa Ha ceTyaTke

[ Huskuin poct

Y peTteii € KONbLEBOW XPOMOCOMOI 17 C yTpayeHHbIM

MDCR MoryT 6biTb:
AHOManus pasBuUTUS rONOBHOMO Mo3ra (nnccaHuedanus)
3agepxka B pa3suTum (Tsxenas)
MHTennekTyansHas HegoctatodHocTb (MH)
Cynoporu u anunencus
ManeHbkuin 06beM ronosbl (MUMKpoLiedanus)
Manblit pasMep HWKHeN Yentoct (MUKporHaTus)
TpyaHOCTV NpU KOPMSIEHWUWN U FNOTaHUK
3apepykKa peyeBoro 1 s13bIkOBOro pasBuUTUS UK
OTCYTCTBME peun
HW3KMiA MblLLEYHBIN TOHYC (MMMOTOHMS)
TyronoaBW»XHOCTb MbiLL, (CNACTUYHOCTb)
Huskuin poct
M36bITOYHOE KONTMYECTBO aMHUOTUYECKON XNAKOCTU Npu
6epemeHHOCTH (MHOrOBOAME)
Hwu3kast Npoao/HKUTENBHOCTb XU3HW.

PexkoMeHAauum nNo MeAULIMHCKOMY
obcnepnoBaHMIO:

JleTn ¢ KOMbLEBO XPOMOCOMOWA 17 AOMKHBI HAXOAUTLCSA Nof
HabloaeHNEM Y MHOrONPOMUILHON KOMaHAbI CNeuuanmcTos, B
KOTOpYIO BXOASAT Bpay-reHeTuK, NeamaTp, HEBPOSOr 1 3MMenTo-
nor. [letaM MoryT 6biTb NONIE3HLI peueBas 1 S3bIkoBas Tepanis,
usmnyeckas Tepanusi, peabunmMTauMoHHasa Tepanus, a Takxe
perynsipHoe HabnogeHue y cneuuanmcTa no AETCKOMY pasBUTUIO.



