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Xpomocomuvie 6Gonesnu (XpoMoCOMHBIE CHHAPOMBbI) — KOMILIEKCHI
MHOKE€CTBEHHBIX BpPOKIE€HHBIX INOPOKOB Pa3BUTHSy 00YCJIOBJIEHHBIX
H3MEHEHHEeM YHC/Ia XpoMocoM (reHoMHbIe MyTAIMH) MM HAPYIIEHHEM MX
CTPYKTYpPHI (XpoMocOMHBIE, a0eppanniu).

YeMm 00JIbIIIE XPOMOCOMHOI0 MaTepHuaJia %anequO B MYTAI[HI0y TEM
paupuie 3a6osieBaHMe MPOABUTCH K TeM 3HAYHMTeIbHee HAPyIEHHS B
du3nyeckom u meuxmyeckoM pazBuriy peGenka.

XPOMOCOMHBIM OTHOCAT OOAE3HH,
OOYCAOBACHHBIEC TEHOMHBIMH MYTAITUAMI HAW
CTPYKTYPHBIMH M3MEHEHHUAMH OTACABHBIX
xpoMocoM. B Hacrosiee Bpems y gueaoBeka
n3sectHO OoAee 700 mMOAOOHBIX 3200AEBAHUN.




Cunopom /layna — HacCJEICTBEHHOE 3a00JjieBaHUE, O0YCIOBJICHHOE TPUCOMHUEU IO
21-ii xpomocoMme. [IposBISETCS KOMITJICKCOM MHOKECTBEHHBIX BPOXKICHHBIX MOPOKOB
pa3BUTUSI C MOMEHTA POXJEHHUS peOeHKa. IJTO OjAHa' M3 HamboJiee 4YacThiX (opMm

XpPOMOCOMHOU MAaTOJNOTHM HeToBeKa. YacToga BCTpeYaeMOCTH B MOMYJIALIMH — 1
cayyaii Ha 790 HOBOPOXIECHHbIXs bBOIE3Hb OJIMHAKOBO YacTO PETUCTPUPYETCS Y
JACBOYCK U MAJIBYUKOBa "y
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Cunopom Knaungenmepa — XpOMOCOMHOE 3a00JIEBaHUE, OOYCIOBICHHOE HAJIMYUEM
B KJIETKaX MYJKCKOro opranm3Ma po0aBouHoii X-—xpomocombl (Wi HECKONbKHX X-—
xpomMocom). IIpoSIBIIIeTCSL BIEPBBIC B IEPHOX IIOMOBOTO CO3DPEBaHMs. BOJIE3Hb
PETUCTPHUPYETCS TONBKO Y MAJbUUKOB. y

YacTora BcTtpeuaemoctn —4 = 400 — 1 : 500.%

- »

~4' ¢ OnvcaH B 1942 .

¢ KnuHunuyeckue npusHaKu: BbICOKNIN
POCT, XPYNKOE TEJIOC/I0XEHNE,
FURAOMJIasvs SNYeK, UMHOTEHLNS U
becriiogne, HabyxaHne MoJIOYHbIX
Xesies, LWPoKN Tas, NernepeyHas
JlafioHHas CKJlafika, Y. B3POCIbIX

HabsoaaeTcs OXXNPEHNE N CKIIOHHOCTb
K aJIKOOJINSMY, HESHAYUYNTEIIEHOE
CHVXEHNE YMCETBEHHOLO PASBUIVIA.

TN HacnenoBaHMs : XXY CMHAPOM

lNonynsaunoHHas Yyacrtora — 1 : 1000
MaJibYNKOB




Cunopom «Kouiauyvbeco Kpuka» — XPOMOCOMHOE 3a00JicBaHHE, OOYCIIOBIIEHHOE
MOTepeil yJacTKa KOPOTKOIO *Iuieda 9S—il XpoMOCOMBI. [IpOSIBISIETCS KOMILIEKCOM
MHO)KECTBEHHBIX BPOXKJICHHBIX ITOPOKOB Pa3BUTHSA C “MOMCHTA POXIACHHUS peOCHKA.
bonesus peructpupyercs 4ame y IeBOYCKa HOHyJIHIII/IOHHaH yacToTa CHUHApOMA —
npumepHo 1iciyuait na 45 000 HOBOPOKICHHBIX. 2

.

5,
- v T

CUMHOPOM KOoWwaubero Kpuka

PassuBaerca Bcneacrsmm
M3IMEeHeHUA

Be/IMYMHLI yYacTKa
XPOMOCOMBLI S nNapbl,

Y 6onbHbLIX cnabo
pasBuTa HMKHAA
HeNCTh,

KOCcornasne, KoconanocTb,
cBOeGpa3HbLIN KPUK
MnageHua

NOXOMMIA Ha uomatmﬁ}'

I S—




Curnopom Hamay (mpucomusi  no xXpomocome
13). Bnepprie onncan B 1960 roxy. IluTorenermyeckue
BapUAHTBl MOTYT OBITh pa3Iu4HbI: [eias tpucomus 13
(nepacxoxnienue xpomocom B Meiose,, B 80% ciyyaes y
MaTepH), TPAHCIOKAIIMOHHBIAH BapuaHT (poOepTCOHEBCKHE
Tpanciokanimy DM3 u G/13), wmpsanunbie (popMmbl,
JIOTIONHHUTEIBHAS. KOJIBbIEBast XxpoMocoMa 13, H30XpOMOCOMELL

BonsHbIe MMGIOT  TSDKEJIbIC . AHOMAlMH  CTPOCHHS:
pacmenﬂ?ﬂne MATKOTO U TBEPIOTro Heba, Hesapvleﬂgy&l,
HEIOPa3BUTUE WM  OTCYTCTBHE  IVia3,  HEHpaBHILHO
chopMUPOBaHHBIC HHU3KO IIOCaKCHHBIE YIITH,
neGopMHUPOBaHHBIE KOCTH U CTOIIbI, MHOTOuncAEHHbIE
HApPYIICHUSI CO CTOPOHBI ﬂ(TpeHHI/IX OpPIaHOB, Hanpf/f‘wep
OTMEUYEHBI  BpPOXKIEHHBIE  mopoku  cepama  (medexTrr
IEPErOPOAOK M KPYITHBIX COC}’I[OB)- ['nybokast HAMOTHS =
[TpoaomKNTEIEHOCTD KM3HU JICTEH MEHbIIIC T'0Jiay Yalle 2-3‘

Mecsna. [lomyssiuonnas qacrora 1 na“7 800.' '
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Cunopom 3oeapoca (mpucomus no xpomocome 18).
Onucan B 1960 rony. IluroreHernuecku B OOJBIIMHCTBE
cilydaeB mpencrabiieH Leioi Ttpucomueii 18 (ramermueckas
MyTallisi OJHOTO W3 POAMTENCH, 4Yalle II0 MaTepPUHCKOM
anHun). Kpome Toro, BCTpedaroTcss B MO3audvHbBIC (DOPMBIy a
TPaHCJIOKALIMK HAOIIONAIOTCS OYECHb PEIKO. KpHBHYeCKHM
CErMCHTOM, OTBETCTBEHHBEIM ' 3a (HQPMHUPOBAHUE OCHOBHBIX
IPU3HAKOB  CHHIpoMa,  sBisgercs  cerment 18qg11.
KJII/IHI/QCCKHX a3 Inuni MEKTY [IATOT€HETNYECKUMU
(opmamu He 0OHapykeHO. bonbHble HMEIOR yz'x%‘& 700 ©
IIMPOKHWI  BBICTYMAIOIIMA  3aTBUIOK, -~ OY€Hb ' HHU3KO
PacmoIoXeHHBIC  1e(POPMUPOBAHHBIC VYIIHM, HEIQPA3BUTHE
HWDKHEW YEITIOCTH, IMMPORYE 1 KOPOTKHE MAITBIbI PYK. )

W3  BHYTpCHHMX  TIOPOKOB  CIC/yeT - OTMETUTH
KOMOMHHMPOBAHHBIE TIOPOKH CEPICYHO=COCYIUCTON CHCTEMbl,
HE3aBEPUICHHBI I[OBOPOT KMIIGWHHMKA IIOPOKH Pa3BUTHS
MOYCK M Mp.. Jletn ¢ CHHIPOMOM™ DiBap/ca, HMCIOT Mallyko
Maccy Telda IHpH  poxaeHuWH. OrMedacTcs —3ajepikka
IICUXOMOTOPHOI'O  Pa3BUTHSy, HIUOTHA M HMOCHUIBHOCTha
[TpogOMmKUTEIPHOCTh JKH3HH Jo¢ roja = 2=3 Mecsias
[Monymsiimonnas yactora 1 Ha 6500. ’6

Tpucomusi no rpyirne E

(cunapoMm DaBapaca)

BPOJKAEHHBIE YPOJCTBA NpH TpUcoMuu E

WO XA

TPHPAAHYC B HOPME (IMYHKTHP)
U NpH CHHApOMeE TpHcoMHH E
(cnsomHas JIHHuA)
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Cunopom Lllepewesckoco=Tepnepa (monocomus X=xpomocomul)s ITO €TMHCTBEHHAS
hopMa MOHOCOMHMHU Yy YEJIOBEKa, KOTOpash MOXKET OBbITh BBIABICHA y >KUBOPOXKICHHBIXa
Kpome mpocroit moHocomuu mo X xpomocome, coctapisionicii 90%, BcrpedaroTcs
MO3an4yHble (DOpPMBI, JAENCMH YIMHHOTO W KOpPOTKOoro Imiieda X XpOoMOCOMBI, H30=X-
XpPOMOCOMBI, a Takke KoyblleBbie X XpoMOCOMbI. MHTEpEeCHO OTMETHThy YTO MO3AHUIIH3M
45,X/46,XY cocraBuser 2-8% or Bcex 60n5£¥>1x C OTHUM CHHIPOMOM H
XapaKTepU3yeTcsl IIMPOKAM  AHANA30HOM I[IPH3HAKOBS? OT THUIIMYHOTO CHHIPOMA
[IlepemeBckorO=TepHepa 10 HOPMAIBHOIO MYRKCKOrO (DEHOTHIIA.

[omymsimonsass wacrora 1+ vl 3000 HOBOPOXKICHHBIX. BONBHBIE HMEIOT
HEOOJBIION POCT, OOYKOOOPa3HYH TIPYAHYIO KIETKY, IIUPOKUE ILICYH, Y3KUW Tas,
YKOPOYEHHbIE HI/I)KHI/I%{OHG‘IHOCTI/I. OueHb .iﬁpaKTePHLIﬁ OpPU3HAK = KOPOTKasl mies CO
CKJIaJIKAMH KOXU, MIAYLIMMHU OT 3aThLIKa (meﬂ"C(l)m.IKca). Y Hux HaOmM0gaeTCs HU3KUHU
pPOCT BOJOC Ha 3aTbUIKE, THUICPIUTMEHTAlUS KOXKUy CHI)KCHUE 3pEHUS U CIIyXada
BHyTpeHHME yIIbl I71a3 PACMOJAraloTCsl  BBIIMIE HapyKHbIXa YacTo BCTpEHArOTCs
BPOX/ICHHBIC TIOPOKU CEpIla M II0YCK. ¥ OOJNbHBIX BBIIBIMICTCS HEIOPA3BUTHE SHYHHKOB.
becruiognbl. MHTENNEKTyanbHOE pasBuTHE B Tpegenax HOpMbla OTMeuaeTcs HEKoTopas
MH(PAHTWIBHOCTh  AMOLUM, .HeyCToﬁqHBOCTL HacCTPOCHUsA.  bolbHBIE  1OCTATOYHO
AKU3HECTIOCOOHBI
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3a0o/ieBaHKsl ¢ HECTAOWIBHOCTBIO CTPYKTYPHI XPOMOCOME

Cunopom bnroma. Onucan B 1954 roxy. OCHOBHBIMH JHArHOCTHYECCKUMHU IPH3HAKAMH SBJISIOTCSE
HU3KHIA BEC MPHU POXKICHUU, 33JePiKKa POCTa, Y3KOE JIUIO C DPUTEMOW B BHJIe 0A00YKH, MAaCCHBHBIN HOC,
MMMYHOAE(DHIUTHBIE COCTOSHUS, CKJIQHHOCTh K 3JI0Ka4e€CTBEHHBIM HOBOOOPA30BaHMSIMa. YMCTBEHHAS
OTCTaJIOCTh OTMEUACTCS HE BO BCEX CiIyYasxX. L[MTOBGHETHYECKM XapaKTepU3yeTCs YBEIMYECHUEM YHCIa
CECTPUHCKHUX XpoMaTuiaHbix o0MeHOB (CXO) na kimerky no 120-150, xors B HOpME HX YHCIO HE
npepbimaeT 6-8 oOmenor Ha 1 kierky. Kpome. toro, c &ycomﬁ JacTOTON OOHAPY)KHUBAFOTCS
XPOMaTHAHbIC DAa3pblBbl, d TAKKE, IULCHTPUKHy KONbUA M XPOMOCOMHBIE (hparMeHThl. Y GOIbHBIX
oGHapyxMBaroTcs MyTauuu B rene JIHK-nmiragpr nokanmu3zoBanHoM Ha 19 xpomocome- 19913.3,
OJIHaKO TeH cuHIpoMma biroma kaptupoBan B cermente 195¢26.1.

Anemusi @anxonus 3a00jeBaHNE ¢ ayTOCOMHO=PEIICCCUBHBIM THUIIOM HacieaoBaHus. Omnucano B 1927
roxy= OCHOBHbBIE JIMArHOCTHHECKHE NPU3HAKHS TUMOTUA3HS JTyHeBOil KOCTH U OOJBIIOTO MAlblid, 3aIepKKa
pocTta W pPa3BUTHS, TMIEPIMIMCHTAIIUS KOXKH B MaxOBOW A’ HO/IMBILEYHBIX O6NACTSXa Kpome Toro,
OTMEYAIOTCS TMIIOIUIa3Hsi KOCTHOTO MO3ra, CKJIOHHOCTh K JCHKO3aM, THUIIOILIA3Ms HAPYXKHBIX IIOJIOBBIX
opranoB. lluroreHeTnuecku XapagTepH3yercs < MHOKECTBEHHBIMH ~ XPOMOCOMHBIMH abeppanusmMu =
pa3pbiBaMU XpOMOCOM W XPOMAaTHIHBIMA OOMCHAMH. JTO TCHETHYCCKU TeTEPOTEHHOE 3a00JICBAHKEC, TaCa
KJIMHIYECKH CXOMHBIA (DEHOTHII 00YCIOBIEH MYTALUsAMH PA3HBIX él.{OB. Cy1mecTByeT 1Mo KpaitHei mepe 7
dopm »sTOro 3abomeBanms: A - reH Jokaiam3zoBaH B cermeHtre M16q24.3; B - nokanusanus reHa
HensBecTHa; C - 9q22.3; D - 3p25.3; E - 6p22; F - 11p15; G (MIM 602956) - 9p13.
Haubonee yacto Bcrpeyaercsa Gopma A = okono 60%, 6ombHbIX.



Cunopom Bepnepa (cMHAPOM Tpe:KaeBPeMEHHOr0 cTapeHHusi)a 3a00jcBaHne C
ayTOCOMHO=PEICCCUBHBIM THIOM HacienoBaHus. Onucano B 1904 roay. OCHOBHBIMH
TUArHOCTHYECKUMHM TIPU3HAKAMU SIBJISIIOTCSE IPEKIEBPEMEHHOE MMOCEICHNE U OOJIBLICEHNUE,
aTpodusi TOAKOXKHON KUPOBOM *KIIETYATKHM M MBIIICYHON TKaHH, KaTapakTa, paHHHM
aTepOCKIIEPO3, SHIOKPUHHATL MATONOTHS (caxapueiii anaber). XapakrepHbl OECIUIONNE,
BBICOKHI TONOC, CKJIOHHOCTB" K 3/I0Ka4€CTBEHHBIM (R HOBOOOPa3oBaHuAM.  bonbHbIE
ymupaor B Bo3pacte 30-40 ier. [[MTOreHETHUYECKH “XapaKTePH3yeTcsl KICTOYHBIMH
KIOHAMH C p‘aSHBIMI/I XPOMOCOMHBIMH Tpﬁnoxaummn (Mo3anmm3M 10 pa3IMYHBIM

TpaHcIoKausaM). ['eH 3abo1eBanns Jokanu3oBad B cermeHTe 8p11-p12.

WS patient age 15 yrs | WS patient age 48 yrs(
o







