MeaMUuMHCKasa reHeTukKa

XPOMOCOMHDIE
3AbOJIEBAHUA

kadeapa akylepcTBa, TMHEKOMOMMN U PENPOAYKTUBHOM
MmeanumHbl OI10



ITNONOrNYeCcKMMU haKTOpaMm HaACIEACTBEHHbIX
6onesHen ABNAOTCA FEHOMHbIE, XPOMOCOMHbIE U
reHHble MyTaLun.

» 3aboneBaHusi, CBSA3aHHble C FEHOMHbIMU
(U3MEeHeHne Yymncia XpoMOCOM) U XPOMOCOMHbIMU
N3MEHEHUSI CTPYKTYPbl XPOMOCOM) MYTaLUSMU,
Ha3bIBAOTCS XPOMOCOMHbIMU 60NE3HAMMU.

» XapakTepHas YepTa XpOMOCOMHOro amcbanaHca —
MHO>XECTBEHHOCTb MOPOKOB Pa3BUTUS,
3aTparnBatoLLMX pa3Hble OpraHbl U CUCTEMDI
(YepenHo-nnueBble AUM3MOPdOUN, NOPOKU

PasBUTUA CKefeTa, cepaeyHO-CoCyAMCTOM,
HEPBHOW 1 MOYEMOSIOBON CUCTEM).




Y yenoBeka 0bHapy>XeHO TOJIbKO 3 TUna
reHOMHbIX MYTaLMKN: TETPaNIouauns,
TDUMIOUANS N aHEYIIONANS.

M3 BCEX BApMAHTOB aHeYMN/oManNN BCTPEYatoTCS
TOJIbKO TPMCOMWUKM MO ayTOCOMaM, MoJIMCOMUM MO
NoJsI0OBbIM XpOMOCOMaM (Tpu-, TeTpa- u
NeHTacoMunn),

M3 MOHOCOMWW BCTPEYAETCHA TOSIbKO MOHOCOMMUS X.
N3 XpPOMOCOMHbIX MYTaLIMM Y YETOBEKA

O6Ha|DY)KeHbI BCE UX TuUNbl (Aeneunn, AynJiukaLuu,

MHBEPCUN, TPaHCI0KaLlUN).




1 VI IDI APJUNMUGUNNDIA MYy 1ALViVi: TVIGIVDDIC VI CVIPYPYRI YyPUHRDIG.
BO3MOXXHbI B NOJIOBbIX U COMaTUYECKUX KJ/IeTKaX.

YucnoBbie MyTauum —
» A06aBOYHbIE XPOMOCOMbI (TPUCOMUMN)
» OTCYTCTBME OAHOMW WU 4YacTU XPpOMOCOM (MOHOCOMMM).

> YBeJINYeHUe Ha NOJIHbIA ransionaHbin Habop xpoMocom
TpU, TeTpansionamm)

CTPYKTYpHbI€ U3MEHEHUS —

» geneuuvsa —yrpata 4acTu XpoMOCOMBbI U3-3a 2-X
pa3pbiBOB U OQHOI0 BoccoeamHeHus X C yTpaTou
CerMeHTa,

» AOYMJIMKaAUUS — yABO€HUEe CerMeHTa XpOMOCOMDbI
(nonMnaoMaHoOCTb NO AAHHOMY CEerMeHTy),

» WMHBepcusa — noBOPOT yyacTtka X Ha 180 rp. m
BOCcoeqAuHeHUe pa30pBaHHbIX KOHLOB B HOBOM
nopsigke,

» TpaHCAOKauusa — 06MeH cerMeHTOB Mexxay
XpOMOCOMaMM




TpaHcnokauuna peunnpokHas (B3anMHas) 6e3 norepwm
YUYaCTKOB BOBJIEUEHHbIX B HEE XPOMOCOM
Ha3biBaeTca cba/slaHcMpoBaHHOM, He Bbi3blBaeT
NaToJIOrMYecKnX ABJIEHUU Y HOCUTENS.

B pe3ynbTaTe C/I0)XKHbIX MEXaHU3MOB
KPOCCHMHIroBepa v peayKuum umcsia XpoMoCoM npwu
o6bpa3oBaHUM raMeT y HocUTeNien
c6anaHCMpoOBaHHbIX TPAHC/IOKaLMA U UHBEPCUMN
MoOryT o6pa3oBbiBaTbCsl HecbaslaHCMpOBaHHbIe
raMmeTbl, T.e. raMeTbl C YaCTUYHOU ANCOMUEN, UJTN C
YaCTUYHOM Hy/I/IMCOMMEN, NMbo c Ton n apyrom
aHOMaJinen 13 pa3HbiX y4acTKkoB (B HOpMe Kaxkaasn
raMmeTta MOHOCOMHA).




PobepmcoHo8ckue mpaHcaoKkauuu. - TpaHcnoKauusa mexay
ABYMSl aKPOLIeHTPUYECKUMU XPOMOCOMaMM C NoTepen nx
KOPOTKUX NneyY NnpuBoaUT K 06pa3oBaHUIO OOHOM
MeTaLeHTPU4YeCKOM XPOMOCOMbI BMECTO ABYX aKPOLIEHTPUYECKUX.
MX HOCUTENU UMEOT MOHOCOMMIO MO KOPOTKUM Miievyam ABYX
aKpPOLLeHTPUYECKMX XPOMOCOM, HO 300POBbI.

B cnyyae KOHLUEeBbIX Aeneunn B 060ux njievyax XxpoMmoCcombl
BO3HUKAaEeT KOo/IbLieBasi XpOMOCOMa. Y iHAUBUAAQ,
yHacnepoBaBLUEro KoJibLiEBYHO XpPOMOCOMY OT OQHOrO U3
poauTenen, byaer yactTuyHass MOHOCOMMS MO AABYM KOHLIEBbIM
y4yacTKaM XPpOMOCOMbI.

SBJieHUe 0AHOPOAUNTE/ILCKUX ANCOMUU-

Y TaKMX MHAUBUAOB YNCJZ1I0 XPOMOCOM MO BCEM Napam
HOpMaJibHOE, HO O/1HA Nnapa npeacraB/sieHa XpoMOCOMaMyu OT
OZIHOI 0 U TOr O )Xe poAMuTesisi, MOXKET NponucxoanTb
roMo3uroTm3aLms no peLeccuBHbIM NaToJIOrMYEeCKUM reHam, T.
e. peueccuBHan 6one3sHb 6yaeT nonyyeHa oT O4HOro
poAuTENA. N0 HEKOTOPbIM XPOMOCOMAaM OQHOPOAUTEJIbCKUE
ANCOMMM NPUBOAAT K CUHAPOMAM WIN BHYTPUYTPO6HOM
3apep)KKe pocTa rJioaga.



KITACCMOUNKALMSA XpoMOCOMHbIX 3aboneBaHnu
OCHOBAHa Ha HECKONbKUX MPUHLIMMAX

a) TUONOrMYECKNM, T.€. XapaKTEPUCTMKA

I.

XPOMOCOMHOW U/IN FTEHOMHOW MYTaLMM:

XPOMOCOMHbIE 60NE3HU, CBA3AHHbIE C aHOMAJTUSAMU
ymcia XpoOMOCOM MPU COXPAaHEHUN UX CTPYKTYPbI.

1) 0bycnoBfeHHble YNCITOBbIMM @HOMATUSIMU
nonoBbIX (X 1Y) xpomMocoM (60n1e3H
LLiepewueBckoro-TepHepa, KnanHdenstepa).

2) obycnoBneHHble YNCIOBbIMW @HOMaNNAMU
ayTocoM (cuHapomsbl [layHa, aTtay, 2aBapaca).

3) obycnoBneHHble YBETNYEHNEM KPAaTHOCTU
NOJSTHOro rannonaHoro Habopa XpoOMOCOM-
NoNUNIoANMN.



II. XpoMOCOMHbLIe 601e3HM, 00yCNOB/EHHbIE

CTPYKTYPHbIMW NEpeCT
Buabl XpOMOCOMHbIX abe

DONKaMM XPOMOCOM.
DpaLunn:

1) TpaHcnokauuu - ne

DEHOC Y4ACTKa XPOMOCOMbI .

2) IHBepcuK - pa3BoOpOT y4aCTKa XPOMOCOMbI Ha

1800.

3) [eneunn - oTPbIB Y4aCTKa XPOMOCOMBI.
4) Qynnamkaumun - yaBoeHME y4yacTka Uam Lienown

XPOMOCOMB!.



OnpepgeneHue TUna KreTok, B KOTOPbIX BO3HMUKINA MyTauus (B
rameTtax Unu 3uroTe):

» [amemu4eckue Mymauuu BeayT K NONMHbIM bopmam
XPOMOCOMHbIX 60ne3Hen. Y Takux UHOUBUOOB BCE KINETKU
HecyT yHacrie4oBaHHYI C raMeTOU XPOMOCOMHYHO
aHomanuio.

» Comamu4veckue Mymauyuu - eCniu aHoMarius BO3HUKaeT B
3UroTe UM Ha PaHHUX CTaAUAX OPOOSIeHUs, NPU 3TOM
pa3BuBaeTCH OPraHU3Mm C KrieTkamm pa3Hou XpOMOCOMHOM
KOHCTUTYUMM (ABa TUna u donee). 3TO ABNEeHUe
Ha3blBaeTcAaA Mo3anmuunam, a hopMbl XPOMOCOMHbIX
oonesHen - Mo3auvHbIMU. [INs TOro, YToObLI MO3au4yHas
cdoopma No KNUHNYECKOU KapTUHe coBrnagarna Cc NnosiHoMm,
HeoOxoaumMo umetb He MeHee 10% KrneTok ¢ aHoOMaribHbIM
Habopom.

c) Bpems BO3HUKHOBEHUA MyTauum (B NOKOSIEHUN):

p = Cnopa.qwqecxwe criy4yaun - mytTauuma BO3HUKI1a 3aHOBO B
raMmeTax 340pPOoBbIX poauTesien UJiin Ha Ctagann 3UroThbl.

p» - Hacnepyembie (cemenHbie) popmMbl - KOrga poanTenu yxe
nMenu NnogooHyK aHOManuio.



O HacneayeMbiX XpOMOCOMHbIX 60/1€3HAX rOBOPSAT B
Tex cayyasax, korga MyTaLusa UMeeTcs B KJ1eTKax
poavTens, B TOM YMcC/ie M B roHagax.

3TO MOryT ObITb U cniy4Yam Tpucomun. Hanpumep, y
WHOMBUAOB ¢ cuHapomamu [layHa n Tpunno-X obpasyrorca
raMmeTbl ABYX TUMOB — HOpPMalnbHbIe U ANCOMHbIe. Takoe
NnpoucxoXxageHne OUCOMHbIX rameT — criegcrTeue
BTOPUYHOIO HEPACXOXAEHUS, T.€. HepacxoXaAeHus
XPOMOCOM Y UHANBMAA C TPUCOMMUEN.

Bonblwasa YyacTb HacneaoyemMbixX cryyaeB XPOMOCOMHbIX
Oone3Hen cBA3aHa C HaNM4YMeM y 300POBbLIX poanTeneu
pOO6EepPTCOHOBCKUX TPaHCIOKaUnn, coaraHCUpoOBaHHbIX
peunnpoKHbIX TPaHCNOKauumn mexay aByms (pexe oornee)
XpOMOCOMaMM1 U UHBEPCUMN.

KnnHnyeckn sHa4yMMble XpOMOCOMHbIE€ aHOMaNnn B 3TUX
criydasix BO3HUKIIM B CBA3U CO CJIOXKHbIMU NMepecTponkamm
XpPOMOCOM B npouecce meno3sa (KOHbIrauus,
KPOCCUHroBep).




NNetanbHbIN unn anamopdoreHeTnyeckum acphekr
XPOMOCOMHbIX aHOMasrimm obHapyXuBaeTcsi Ha Bcex
CcTagnax BHYTPUYTPOOHOro oHToreHe3sa (MMnnaHTauus,
aIMOpuoreHes, opraHoreHes, pocT U pa3BuTue nnoga).

CymMmapHbIN BKag XpOMOCOMHbIX aHOMasrimm Bo
BHYTPUYTPOOHYIO rubenb (nocne nMmnnaHTauum) y
yenoBeka coctaBnseT 45%.

Cpeau nepuHaTanbHO NOrMoWMX NNOAOB YacToTa
XPOMOCOMHbIX aHOManun coctasnsaeT 6%.

XpOMOCOMHbIE aHOMAaJfIMM BO3HUKAKOT B COMaTUYECKUX
KNeTKaxX NOCTOAHHO C HEBbICOKOW 4YacToOTOMN (OKOSo
2%). B HOpMe TaKune KneTkun afIMMUHUPYIOTCA
UMMYHHOW CUCTEMOM.

OQHaKo B HEKOTOPbIX criyvyasax (aKTuBauus OHKOreHoB
npuv TpaHcnokKauusax, aeneumnsix) XpOMOCOMHbIe
aHoOManumn ABNAIOTCA NPUYUHON 3NTOKaYeCTBEHHOIro
pocTa.



angd TOYHOU ANArHOCTUKK
XPOMOCOMHOU 60ne3HN HeEOOXOANMO
onpeaenuTb:

1) Tn MyTaumu;

2) BOBJIEYEHHYIO B MPOLIECC XPOMOCOMY;

3) popMy (NoAHast UM Mo3anyHas);

4) Bua 60ne3nun (cnopaam4yeckn cnyvyam nnm
Hacneayemasa opma).

Takas AMarHOCTMKa BO3MOXKHA TOJbKO Mpw
LINTOreHETUYECKOM MUCCeaoBaHnK, NMpOBOANMOM Y
NauneHTa, a MHoraa u 'y ero poantenen n cnbcos.



[ NaBHbIe 3P dMEKTbl XPOMOCOMHbIX
aHOMaIMN NPOABAAIOTCA B ABYX CBA3AHHbIX
Mexxay cobon BapuaHTax: NeTanbHOCTU U
BPOXXAEHHbIX MOPOKaX pa3BUTUS.

NMetoTcsa ybeanTenbHble CBUAETENbCTBA
TOMY, YTO naToJsiornyeckas posb

XPOMOCOMHbIX aHOMa/IMN HaYMHAET
NPOSIBASATBLCA YXXE CO CTaaun 3UrOoThl.



» MHOXeCTBeHHble BPOXAEHHbIE MOPOKU Pa3BUTUS
KaK rfiaBHoe (heHOTUMNYECKOE NPOsBIIEHNE
XPOMOCOMHbIX 60/1€3HEN (POPMUPYIOTCHA B PaHHEM
aMbpuroreHese, NO3TOMY K rnepuoay
NOCTHATa/IbHOrO OHTOreHe3a BCe OCHOBHbIE
NOPOKN pa3BUTUSA YXKe Hannuo (KpoMe NopoKoB
Pa3BUTNA MOJIOBbLIX OPraHoB).

» PaHHee 1 MHOXeCTBEHHOE NnopaXKeHne CUCTEM
OpraHM3Ma OObACHAET HEKOTOPYHO OOLLIHOCTb
KNMHNYECKOM KapTUHbI Pa3HbIX XPOMOCOMHbIX
bonesHewn.

» CreneHb OTK/IOHEHUU B PasBUTUKN OpraHn3ma
3aBUCUT OT Ka4yeCTBEHHOWU U KOJ'IVI‘—IECTBeHHOM
XapaKTEPUCTUKN YHAcNeA0BaHHOW XPOMOCOMHOM
aHOMaJInM.




CuHapoM DaBapAaca (cuHapoM TpucoMum 18 napsl)
Kapuotun 47 XX nnn XY, 18+.

CooTHoweHue nosnos - MI: XK3. YactoTta - 1: 8 000 H/A.

> posamxouedasimsa, HU3KO Noca)keHHble Ae(OPMMPOBaHHbIE yLUW,
BbICTYNaroOLWMMN 3aTbIJZIOK, BbICOKOE HeE60, MUKPOrHaTUs, KOPOTKHe
rnasHbie wWenu, HesapauwieHume rybol u Heba, MUKpOCTOMMS;

> BpoOXAeHHble NoOpokM cepaua (AMXXMN, OAN);

> TrUNOMJ1Ia3ns CKENIeTHON MYCKYaTypbl U NOAKOXHOWU YXMPOBOM
TKaHW;

» TrpyAHas KJ1eTKa KOpOoTKasa U LUMPOoKas;

» aHoMaJibHOe pa3BMUTHE CTOMbl (KOHCKAas CTOMNa,«CTona-Kavyaska»,
aAedopmMaums nanbLes, rMNonJia3vsa HoOrTeun), nonepevyHas
NafoHHaNA CKNaAKa, AMcnaasua Ta3obeapeHHbIX CyCTaBOB;

» MHOXXEeCTBEHHbIe NOPOKU pa3BUTUSA BHYTPeHHuX opraHos (BI1C,
AvnadpparMmasbHblie rpbhKU, NOAKOBOO6Gpa3Has Nouka,
KPpUNTOPXU3M, NaxoBas, Nyrno4YyHasi rpbihxu),

» [Morn6aroT B BO3pacte Ao 3-5 Mecsiues, B peaAKNUX cnydasax
AO0XXUBAKOT A0 5 ner.






v o - gy

i - Y| b - nt

T S e

b W | g
@iy o -t

1 S &
it 2T o
LS |
N -n .«.ﬂ’ SIS | A
AR Ji =
I o =
.u.wﬁi&.&.‘ﬂ? ﬁ‘ .Bz . iy - ™
e P L O

wigar T G
AT O < L f




bone3Hb [layHa (CMHAPOM TPUCOMMUMU 21 napbl, MOHIOJIN3M)
Kapuotun 47 XX vnu 47 XY, 21+. CooTHoweHue nonos - MI: XI. YacToTa

- 1: 700-800.
(bpaxuuedanust, Kpyrnoe muo, Makporioccust U OTKPbITbIN POT, SMUKAHT,

rMNEePTENOPU3M, LUMPOKas NEPEHOCULIA, «KApMUit poT», KOCOr/asune).
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LiuToreHeTnyeckue BapmaHTbl cuHApoMa [layHa
pa3HO06pa3Hbl.

> OCHOBYHO Aost0 (94—95%) cocTaBnAOT Ciiyyam
NPOCTOM NOJIHOM TPUCOMMUM 21 KaK cnencreme
HepacxoXXAeHusi XpoMocoM B Menose. lNMpun aTom
MaTEepPMHCKUUN BKJ1aa HEPACXOXKXAEHUS B 3TU
rameTunyeckme ¢opmbl 6051€3HM COCTaBNAET
80%, a OTLI,OBCKMM — TONbKO 20%. NNpUUYMHDI
TaKoW Pa3HULbl HESICHDI.

» Hebonbuan (okono 2% ) nons pgereun ¢
cuHapoMoM [layHa uMeeT MOo3anuyHble popMbl
D7+21/46). MpuMmepHO 3—4% 60/1bHbIX C
CMHAPOMOM [layHa MMeroT TPAHC/IOKaLMOHHYIO
¢opMy TPUCOMUM NO TUNY PO6EPTCOHOBCKUX
TPaHC/IOKaLUMNn Mexxay akpoueHTpukamm (D/21
mnG/21).

> Moutn 50% TpaHCNIOKaLMOHHBbIX POpM
HacneayerTcs oT poautTenen-Hocutenen n 50%
— TPaAHC/I0KaLUuMM, BO3HUKLUMe de novo.



KnnHnyeckass cuMnToMaTuka cmMHapoMa [layHa
pa3HOObpa3Ha

BPOXXAEHHDbIE MOPOKU Pa3BUTUS, HAPYLUEHUS
NOCTHaTa/IbHOro pa3BMTUS HEPBHOWU CUCTEMDb,
BTOPUYHbIN UMMYHOAE(MUNT M AP. MblLUeYHasA
rMrnoOTOHMSA B COMETaHuM C pa3bosITaHHOCTbIO
CYyCTaBOB, KJINHOAAKTWINSA, XapaKTepHble U3MEeHEeHMUS
aepMmatornnpukm (YeTbipexnanbLueBas, Uin
«06e3bsAHbA>, CK/IaAKa Ha JTaAJOHW, ABE KOXXHble
CKJ1aAAKU BMECTO TPEX Ha MU3UHLIE, BbICOKOE
NnoJio)XeHue Tpupaauyca m ap.).

AleTn c cMHAPOMOM [layHa poXXAatoTCs C
npeHaTas/ibHOU runonjia3ven

Bpo)xAE€HHbIE NOPOKNU BHYTPEHHUX OPraHoB,
CHM)XEeHHaA Npucnocobs1IeHHOCTb AeTen C CUHAPOMOM
[layHa 4yacTo NpUMBOANAT K JiIeTaJIbHOMY Ucxoay B
nepsblie 5 ner.



MukpodTansmgs
, MNKAHT .

. Kapiorun inzuBina 3 rpucomieto 21 (cmpiaka), cunapom [layna.

-




Puc.1.8. A ra b. [Ilns gireii 3i cunapomom JlayHa xapakTepHUMH € HACTYIHI PH-
CH: TJIOCKE, LLUPOKe 00JIMYYsl, KOCI OYHI LIIJIHHH, €MKAHTYC, OOPO3HU HUXKHBOI
ryou. B. [H1IO00 03HAaKOO cUHapOMY JlayHa € MpOKa KUCTh 3 OJHOKO MoMnepey-
HOI, a60 MaBI 514010, 60po3Hot0. JliTh 3 cuHapomoM JlayHa yacTo € po3yMOBO
BiICTAJIMMHU | MAlOTb BPO/RKEHI CepLeBi aHOMayIii.



10 npu3HakoB
ANA NOCTaHOBKU AuarHosa, Hannume 4—>5 U3 KOTopbIX 4OCTOBEPHO
yKa3blBaeT Ha cuHapom [layHa:

1) ynnoweHune npocpunsa nuua (90%);

2) oTcyTcTBME cocatenbHoro pedrnekca (85%);

3) MbiweyvyHana rmnotoHus (80%);

4) MOHronounaHbin paspe3s rnas (80%);

5) n30bITOK KOXXU Ha wee (80%);

6) pasbontaHHOCTbL cycTtaBoB (80%);

7) pmcnnactuyiHbin Ta3 G0%);

8) ancnnacTtuyHble (aedopmupoBaHHbIe) yWHbIe pakoBUHbI D0%);
9) knuHogakTunusa mmanHua F0%);

10) yeTbIpexnanbueBas crubaTenibHasi cKrnaaka (nonepeyHas fNMMHUA)
Ha nagoHu D0%).

» bonblloe 3HaueHWe Ang AMArHOCTUKM MMEET ANHAMMUKA (PMU3NYECKOrO
N YMCTBEHHOro pa3sutusa pebeénka. Npu cnHapome [layHa v To u
ApYyroe 3a4ep>X1UBaeTcs.

» Poct B3pocnbix 605bHBLIX Ha 20 CM HWXe cpeaHero.

» 3aAep)XKa B YMCTBEHHOM Pa3BUTUN AOCTUIFAET UMBELIMSIBHOCTHN, eCnu
He NPUMEHSIOTCS CneunanbHble MeTOAbI 0OyYeHus.



» JleyebHas noMmolyb AETAM C CMHAPOMOM [layHa

>

MHOrornJlaHosa u HecneuundunuHa.

Bpo)XAEHHbIE NMOPOKU cepaua YCTPaHAIOT
onepaTtuBHO. NOCTOAHHO NPOBOAMUTCA
obLleykpennsowiee neyeHme. NuraHme AOJHKHO
6bITb NONIHOLEHHbIM. Heo6xoaMMbI BHUMATE/IbHBIN
yxoa 3a 6051bHbIM pe6E€HKOM, 3alMTa OT AEUCTBUSA
BpeaHbiX (paKTOPOB OKpY)KatoLwien cpeabl
(npoctyaa, nHdpekuun).

MHorue 6osbHble C TpUcoMmen 21 tenepb
CMOCO6HbI BECTU CAMOCTOSITE/IbHYIO YXU3Hb,
OBJ1afleBalOT HECJ10)K HbIMU NpodeccusiMm, co3aatoT
CeMbM.



CvHpapom lNMaTtay
(cuHapom Tpucomum 13 napbl)
Kapuotun 47 XX nnu Xy, 13+.
Cpeau 60nbHbIX NpeobnagaroT

AEBOYKM.

YacrtoTta 1:10 000 H/LA.




LInToreHeTu4eckme sapuaHThbl

[IpocTas nonHas Tpucomus 13 kak cnepcreme
HepacxoXXaeHUss XpoMOCOM B MeNo3e Yy O4HOIro u3

poautenen (rnaBHbiM o6pa3om y maTtepm)
BCcTpeuaeTtcs Y 80—85% 60nbHbIX.

OcTtanbHble cnyyam o06ycnoBsneHbl repegayen
ZI0MOJIHUTE/IbHOU XPOMOCOMbI (TOYHEE, €€ VTMHHOIO r/1eya)
B pobepTcoHOBCKMX TpaHC/oKauusix Tmna D/13 n G/13.

Apyrvue uMtoreHeTu4yecKkue BapuaHTtbl (MO3auLN3M,
M30XPOMOCOMa, HePOHBEPTCOHOBCKME TPaHC/I0KaLMn), HO
OHM BCTPEYaloTCA KpanHe peako.

KnuHuyeckas M natosioroaHaToMuMyeckass KapTuHa
NMPOCTbIX TPUCOMHDbIX (POPM U TPAHC/IOKALMOHHbIX HEe
pa3/invyaeTcs.



Oetn poXxxaaroTcs 06bIYHO B CPOK, HO C UCTUHHOM
npeHaTasibHOU runonsasnen. Habnrogaercsa Bbicokas
MJ1apeH4Yeckana cMmepTHocTb (Ao 90% perten). Hacrb

nornbaet BHYTpnyTpob6HO.

» MuKpouedanusa; anaasma MO30JIMCTOro
Tena, rmnonsia3msa Mo3euka,

MUKpodTanbM, aHoPTaNIbMUS;
He3apalwjeHue BepxHeun rybol n Heb6a;

noanaakKTuing, nonepevdyHas nagoHHas
CKJiagKa, noBbill€eHHaA rmbkocTb CyCTaB!

BpPOXAEHHbIE MOPOKU cepaua
aHOMaJIuM noyex

NMOPOKKN pa3BMTNS OPraHOB NULLEBapeHn
~ (He3aBepLUEHHbI MOBOPOT KULLEYHUKA,
anBepTukyn Mekkensn);

YLHbIEe paKOBMHbI HENpPaBUJ1IbHOW (popM
HU3KO PacCnoJio)KeHbl;

KPpUNTOPXMU3M, MMNOMNJ1Ia3na Hapy>XHbIX
NoJIOBbIX OPraHoOB, runocnagma y
MaJIb¥MKOB, YABOEHUE MaTKU U
B/1araJjmiia,

> - anHo3; - CYAOPOXXHbIA CUHAPOM.
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Puc. 5.7. HoBopoxaéHHuin ¢ cuHapomom lMaray. TpuroHouedanus (6); AByCTOpOHHSASA pacLuye
nvHa BepxHew rybbl u HéBa (6); y3kue rmasHble wenwm (6); HM3Kko pacnonoxeHHule (6) n npedopmm
poBaHHble (@) yWHble paKkoBMHLI, MUKpOreHus (a); onekCopHoe NOMNoXeHWe KUCTEW.




KnuHuyeckasa ganarHoctuka cuHgpoma laray
OCHOBbIBaeTCH Ha coYeTaHUM XapaKTepHbIX NOPOKOB
pa3suTtus. NNpu nogo3peHnn Ha cuHapom [laTtay
nokasaHo Y3 Bcex BHYTPEHHUX OpPraHoB.

B cBfi3u Cc TAXKEnNbIMU BPOXKAEHHLIMU MOPOKaAMM
pa3BuTnAa OONbLLUMHCTBO AeTen ¢ cuHgpomom lMaTtay
yMuUparoT B nepBble Hegenu nnu mecsubl (95% — po |
roga). OgHako HeKOoTopble OOSIbHbIE XXUBYT HECKOJILKO
ner.

Opyrne cuHApPOMbI BPOXAEHHbLIX MOPOKOB pa3BUTUA
(cunapombl Mekkena un Mopa, TtpuroHouedanusa
OnuTua) no otaenbHbLIM NMpPU3HaKamMm coBnagarT C
cuHgpomom [latay. Pewarwowmm haktop B
ANarHoCTUKe — uccriegoBaHne XpoMocoM.

LinToreHeTn4yeckoe nccriegoBaHme nokasaHo BO Bcex
criyyasix, B TOM Yucrie y ymepLmx aeten. TOYHbIN
LUTOreHeTU4eCKNn auarHo3 Heooxoamm AnNA nporHo3a
300pPOBbS OyAyLUMX OeTEeU B CeMbe.



Tpucomua 8

Puc. 5.12. Tpucomuna 8 (mozavumam). BuiBepHyTas
HWKHAA ryHa; 3nvkaHT; aHoManbHas ylHas pakoBUHa.

Puc. 5.13. 10-neTHUiA manbunK c Tpu-
comMmuen 8. YmMcTBeHHas HenocraTou-
HOCTb; BosbLUME OTTONLIPEHHLIE YLLHLIE

Puc. 5.14. KoHTpakTypbl MexdanaHroBbix CyctaBoB PaKOBUHLI C yﬂpOUJ,-éHHbIM PUCYHKOM
nPU TPUCOMMUMU 8. )




» Cpean HOBOPOXAEHHbLIX TPUCOMMA 8 BCTPeYaeTCH
C YyacTtoTou He bonee ueMm 1:5000, npeobnapatoT
60/1bHble ManbYnKK (COOTHOLLEHNE MalbuYMKOB U
nesouyek 5:2).

» BonbLWKMHCTBO onucaHHbIX criyvaes (0ko10 90%)
OTHOCUTCS K MO3anU4YHbIM pOpMaM.

> Tpucomus 8 — pesynbTaT BHOBb BO3HUKLLEN
MyTauumn (HepacxoXxaeHme XpoMOCOM) Ha PaHHUX
cTaamax 6,1acTysnbl, 3a UCKJTIOUEHUEM peaKux
c/lyyaesB HOBOM MyTalMK B raMeToreHese.
Pa3/inunmn B KJINMHNYECKOU KapTUHE MNMOJIHbIX U
MO3anuHbIX (hOpPM He BbiSiBJSIEHO. TAXeCTb
K/IMHUYECKOWU KapTUHbI LULMPOKO BapbUupyerT.



ns 6onesHn Hanbosiee xapaKTepHbl

> OTKNIOHEHUSI B CTPOEHUM NULa, MOPOKN ONMOPHO-ABUraTeNbHOro
annaparta n MO4eBOU CUCTEMbI, BbICTYNarowWwmmn nood, kocornasue,
3MUKaHT, rNyO0OoKO NOoCaXeHHble rnasa, runepTeniopusm rnas m
COCKOB, BbICOKOe HEDO (MHOraa pacLuesriuHa), ToncTble ryobl,
BbIBEPHYTaA HNXKHAA ryba, oonblumne yuHble paKOBUHbI C TONICTOM
MOYKOMWN, KOHTPAKTYpPbl CYyCTaBOB, KAMNTOA4AKTUNNA, anfia3us
HaAKoONeHHUKa, rnyookme 6opo3abl Mexay MexnanbLeBbIMU
noaywe4vykamu, YeTbipéxnanbueBas CKnagka, aHomasrium aHyca.

» [pu Y3 BbIABNAOTCA aHOManm No3BOHOYHUKA (A00aBOYHbIE
NO3BOHKW, HEMOJSIHOE 3aKpbITUE MNO3BOHOYHOroO KaHasna), aHomanuu

cdopmbl 1 nonoxeHus pedbep nnu obaBoYHbIe pebdpa.
» Y HOBOPOXAEHHbLIX BCTpeyaeTca oT 5 oo 15 cumntomoB u 6onee.

» [lpu Tpncomunm 8 NnporHo3 hnan4ecKoro, NICUXUYECKOro pasBuUTUA "
XXU3HU HeOnaronpusaTHbIN, XOTA ONMUCaHbl NaunMeHTbl B Bo3pacTte 17
net. Co BpemeHeM y 60SfbHbIX NPOSABAAKTCA YMCTBEHHas
OTCTanocTb, ruapouedannsa, naxoBasi rpbika, HOBble KOHTPAKTYpbl,
ansiasvs MO30JIUCTOro Teria, HoBble U3MeHeHUsA ckeneta (Kngos,
cxonm))s, aHoManuu TasobegpeHHOro cycrtaBsa, Y3KUMU Tas, y3Kue
nneym).



[lonncomMmnm no NoNoBbIM XpOMOCOMaM

970 60sblUas rpynna XpoOMOCOMHbIX 60ne3HeN,
npeacTaB/eHHas pas3NMyHbIMKU KOMOMHaLMAMU
OONONHUTENBHBIX X- UK Y-XPOMOCOM, a B Cnyyasx
MO3auLmM3Ma — KOMOMHaUNSAMN pa3HbIX KJTIOHOB.
O6Lasa yacTtoTa NoNMcoMmm no X- nnn Y-
XPOMOCOMaM Ccpeai HOBOPOXXAEHHbBIX COCTaB/SAET
1,5:1000—2:1000.

B ocHoBHOM 310 nonucomum XXX, XXY n XYY.
Mo3an4Hble pOopMbl COCTaBNAT NMpuMepHo 25%.



DUJICSHAVI, OVYUJIUDL/JICHAADIC ybC/IinHcnviCim
KPaTHOCTM MOJIHOIo rarJsionaHoro Habopa
XPpOMOCOM - NOJIUNJIONANMN.

Y yenoBeka 06Hapy)keHa TOJIbKO TPU TUMA FreHOMHbIX MyTaLUM:
TeTpansionauvsa, TpUNJionausa U aHeynjaovaus.

NMpu TpUNAONAUN KAPUOTUN Y MYXXUYUH - 69 XXV, Yy XeHLiUH - 69

» Ha noamnnovauio npuxoamTca okono 22,6% Bcex
CMOHTaHHbIX abopToB. BepeMeHHOCTb N/Z1I0AOM C TpUNJIouanen
4aCTO OCJ/I0)KHaeTCcA TOKCMKO30M II No/I0OBUHBI,
COMpPOBOXAAaEeTCA NOBbILLEHUEM YPOBHAI XOPUOHUYECKOIo
roHagoTponuHa.

» KinunHunuyeckas oMarHocTuka:

1. npeHaTanbHaga runonna3sua (oTcraBaHue Ha 6-7 Hegenb
pa3BUTUSA NO CPABHEHUIO C HOPMaAJZIbHbIMU CPOKaAMM);

2. BHELUWHWe NPU3HaAKN: MUKpodTanbMus, pacuiesivHa ryboi u
Heba, HU3KO pacnosioXKeHHble Ae(OPMMPOBaHHbIE YLUHbIE
PaKOBMHbI, TMNEpPTEe/IOPU3M, CUHAAKTWINSA NaJibLlIEB KUCTEHN,
rnapouedanus;

3. MHO)XeCTBEeHHbI€ NOPOKU Pa3BUTUS BHYTPEHHUX OPraHoB.



CNHAPOM TPUMMO-A D/.AAA)

Cpenv HOBOPOXAEHHLIX AeBOYEK YacToTa CMHAPOMA COCTaBnAaeT
1:1000. )KeHwnHbI ¢ KapnoTunom XXX B NOSTHOM UK MO3aU4YHOM
BapuaHTe UMerT B OCHOBHOM HOpManbHoe pusnyeckoe u
ncuxmyeckoe pasBuTue.

Yawie Bcero Takme MHAMBUAbI BbIABNAKOTCA CNy4YauHO nNpu
obcnepgoBaHUN. ATO OOBLACHAETCH TeM, YTO B Knetkax ase X-
XPOMOCOMbI FreTepoOXpoOMaTMHM3NPOBaHLbI (ABa TesibLa NOSIOBOro
XpPOMaTMHA) U NIULLb OAHA, KaK U Y HOPMaribHON XXeHLUMHbI,

pyHKLMOHUPYET.

Kak npaBuno, y xXeHwmuHbl ¢ Kapuotunom XXX He oTMeyvaeTcH
OTKJIOHEHUU B NONOBOM pPa3BUTUU, TaKne MHAUBUAObI UMEIOT
HOpPMarnbHYH NOAOBUTOCTb, XOTA PUCK XPOMOCOMHbLIX HAPYLUEHUN Y
NMOTOMCTBA U CMOHTaHHbIX abopToB NoBbiwWweH. UHTennekrtyanbHoe
pa3BUTUE HOPMAaNbHOE UITIU Ha HUXXHEU rpaHuue HopMmbl. Jinwb y
HEeKOTOPbIX XXEeHLHUH ¢ Tpunso-X oTMevyarTCA HapyLueHUs
penpoayKTUBHON (PYHKUMM (BTOPUYHAA aMeHOopes, ANCMeHopes,
paHHAA MeHonay3a u ap.).

C yBenuyeHmem 4ucna fonosniHuTenbHbIX X-XpOMOCOM HapacTaeT
cTeneHb OTKNOHEHUA OT HOPMbI. Y XEeHLUMH C TeTpa- U NeHTacomuen
onucaHbl OTKIIOHEHUA B YMCTBEHHOM pPa3BUTUMU, YepenHo-nuueBble
an3mopdnn, aHomanum 3y6oB, ckeneTta U NonoBbIX opraHoB. OgHako
XXEHLUUHbI JaXe ¢ TeTpacoMuen no X-XxpomMocomMe UMeloT MOTOMCTBO.



Cnnapom KnanHdenbtepa 47,XXY

boneloT ToNbKO My>X4UMHbI. YactoTa - 1:10 000

HOBOPOXA

- BbICOKMM pPOCT

- HEerNnponopuynoHasibHO
AJINHHbIE@ KOHEeYHOCTH
(ponnxomenusn)

- runonna3ua smyek (99%) n
nonosoro 4ieHa (41%)

- NONOBOM MH(AHTUIN3M
(70%), HapywieHue
cnepmaTtoreHesa (100%),
6ecnnogue

- CKJIOHHOCTb K O)XXupeHuto (no
YX€HCKOMY TUMNYy), TMHEeKoOMacTus
(55%)

- CHIKEeHMEe UHTEeJJIeKTa,
yMcCTBeHHast otctanoctb (10%)



CuHapoM LlepelueBckoro-TepHepa
45, X bonerT ToNbKO XXEeHLUHbI.
YacTtoTa - 1:10 000 HoBOpOXA.




MIMetoTcsa Tpu rpynrbl OTK/IOHEHUN:

» 1) runoroHaam3m (nNos1oBou MHPAHTUIN3M)
BbiIBNISIeTCs B nybepTaTHOM nepuoae, aMeHopes B
96%0, 6ecnnogue - 6onee 96-99%.

» 2) BpOXKAEHHbIE COMAaTUYECKNE NMOPOKN Pa3BUTUA:

- aHOMaJZIum Mo4yeBoM cucTtembl (NoaKoBOO6Gpa3Haa NOUKa,
yABOEHMEe NoYeK U MouYeBbIBOAALWMNX NyTen) - 43-60%

- YMCTBEHHasl OTCTaNoCTb - 18-50%

- aHOManum cepaevyHo-cocyancrou cucremnol (BIMP -
Koapktauusa) - 43%

- HapywieHue cnyxa - 40-53%

- HapyuwieHue 3peHus - 22%

» 3) HU3KUWU POCT, NMPU 3TOM: KOPOTKOe TynosuLlue - 97%,
KOpoTKas wes - 71%, Kpbl1IOBUAHAA CK/1IaAKa Ha Llee
(nTepurnym) - 53%, HU3KUKN POCT BOJIOC HA 3aTblJIKe -
73%o.




JleueHune 60/bHbIX C CUHAPOMOM
LLlepelwneBckoro—TepHepa KOMMJIeKCHoe:

» 1) PEeKOHCTPYKTUBHASA XMpyprus
(BpOXXAEHHbLIE MOPOKN BHYTPEHHUX
OpraHoB);

» 2) nnacTuyeckas xupyprus (yaaneHue
KPbITOBUAHBIX CKNAA0K U T.M.);

» 3) ropMOHanbHoe (3CTporeHbl, FOPMOH
DOCTA);

» 4) ncuxoTepaneBTUYECKOE.



XpoMOCOMHbIe abeppaunn (CTPYKTYypHble
HapyweHus )

» TpaHC/NOKaLUMM - NepeHOoC y4yacTKa U3 oaHOMU
XPpOMOCOMbDI B APYryIO Uu B PYroe Mecro 3TOM XKe
XPOMOCOMbBI.

Ucxopbl - rubenb, BIP, BbICOKMW PUCK poXXAEHUS
60J/1IbHbIX AeTeMN. Hanpumep C/IUsIHUE 2-X XpOMOCOM
B onliyé (cunppom [layHa) - 21 xpoMocoMa C 14-ou
wnn 15-om.

» WNHBepcus - npu paspbiBe XpOMOCOMbI B ABYX
MecTax ocso O)XAEHHbIN YYaCTOK pa3BopayunBaeTcs
Ha 180% u BHOBb BCTaeT Ha NpeXxHee MecCTo.

Ucxoabl - CoHTaHHbIe abopTbl, MHOXXecTBeHHble BIP,
MaJible aHOMaJZIuu pa3BUTUSA, YMCTBEHHas
OTCTaJ10CTb, 6€3 aHOMaNnunn.

» [deneums - ucuesHoBeHMe OTOPBAHHOM YaCTHU
XPOMOCOM.



» deHoTUNNYECKHE NPoAB/IeHUS NIO6bIX ayYTOCOMHbIX AE/IELINOHHBIX
CUH/DOMOB COCTOSIT U3 ABYX rpynn aHoManuu: 1)
Hecneundunueckne Haxoaku, obLme Anst MHOrMX passinyHbIX
¢>OpM YaCTUUYHbIX ayTOCOMHbIX aHeynionaumn (3aaep)xka
npeHaTasibHOro pa3BuTusa, MuKpouedanus, rmnepresniopusm,
3MUKaHT, HU3KO PacrnoJio/HXeHHble YU, MUKPOrHaTus,
KJIMHOAAKTUINA U T. A.);

» 2) KOMbuHauusa 6onee xapakTepHbIX HAX0AO0K, TUMUYHbIX A
AaHHoOro cuHapoma. Hambonee noaxoasuiee o6bLsiICHeHUe
Hecneundunuecknx Haxoaok (60/1bLUMHCTBO U3 KOTOPbIX HE
MMEIOT KJINHMYECKOro 3HaueHus ) — Hecneundunueckue
3cppeKTbl ayTOCOMHOro AucbanaHca KaKk TaKoBOro, a He
pe3ynbTaTtbl AesieunMn U aynimkaumm cneumcpmnueckux
JIOKYCOB.

» XDOMOCOMHbIE CUHAPOMbI, 0byC0B/IEHHbIE YaCcTUYHbIMU
aHeyrnionansaMm, oTpaXkaroT obLMe XapaKTepUCTUKH
XPOMOCOMHbIX 60/1e3HEeN: BPOXXAEHHDbIA XapaKTep HapyLUeHUH
MopdoreHesa (BpoXXAEHHbIE NOPOKU pa3BuUTuS, auaMmopdpun),
HapyLweH1e NOCTHaTaJIbHOro OHTOreHes3a, TAXKeCTb
KJIMHUYECKOWN KapTUHbI, COKpaLleHHas NpoAo/HKUTENIbHOCTb
YXU3HM.




>

CMHAOPOM JleXeHa (CMHOPOM «KOoLWaybero

Kpmnka») Kapuotun 46 XX unu XY, 5p-.
CooTHoweHue nonoB - MI: XKI. YacTtoTa - 1:40 - 50
TbIC. HOBOPOXXAEHHbIX

- cneuyndpmnyeckmm nrad, HANOMUHAKLWMN «KOLLAYbe MAYKaHbey;

- HA3KasA Macca npu poXxaeHun; ymcTtBeHHoe unu dmsunyeckoe
HeAopa3BUTUE;

- MUKpouedanus, NTo3, HU3Koe pacnosioxeHne U gedopmauus yLWHbIX
PaKOBUH, KOXHble CKNaaKku Bnepeau yxa, rurnepresiopusmM, anuKaHT,
aHTUMOHronouaHbIN paspes rnas, IyHoobpasHoe NuLo;

- MbilLle4YHasda TMNnoToHuA, - rpbikKn, pacxoxageHme npAmMbIiX MbiLlL,
XMNBOTA,

- BPOXXAEHHbIe MOPOKU cepaua v HEeKOTOPbIX APYrUX BHYTPEHHUX
OpraHoB, N3ME@HEeHUA KOCTHO-MbILLEYHOU CUCTEMbI (CMHOAKTUINSA CTOn,
KnuHopakTunusa V nanbua KUCTU, KOCONanocTb ,NOCKocTonue,
«00e3bsHbSA CKragKay»;).

OONbLLWUHCTBO AeTen ymmpaeT B paHHeM Bo3pacrTe.






CvHapoM Bonbd-XupcxopHa (noreps KOPOTKOro
nJjieya 4-u XxpomMocombl) NonynsiLLMOHHaA 4YacrToTa
100000

» BHyTpuyTpob6Has runonnasmus,

» MuKpouedanua, rmnepTenopmsm,
LLUIMPOKUIN HOC, aCCUMMETPUA uepena,
HU3KO PacCrnoJIO)XEeHHbIE YLIH,

Nnopoku cepaua u nouek y 50%,
3aAep)XKa YMCTBEHHOIro pa3BUTuUNA

vy



CvHApPOM YaCTUYHOU TPUCOMMUM NO KOPOTKOMY MJsieuy
XpOMOCOMbI 9 (9p+) —
Haunbonee yacrasa popMa 4YaCTUUYHbIX TPUCOMUU

3aAep)KKa pocTa, YMCTBEHHAs OTCTaNIOCTh, _
MUKpob6paxuuedanna, aHTUMOHIoZIOMAHbIN pa3pes rnas,
3HO(PTAJIbM (r/1ybOKO NoCa)keHHbIE r/1ia3a), rmMnepTesiopusmM,
OKPYI/ibiIl KOHYMK HOCA, ONyLlEeHHbIe Yr/bl pTa, HU3KO
PaCnoJI0XKEeHHbIe OTTONbIPEHHbIE YL HbIe PAKOBUHbI C
yn/ioweHHbIM PUCYHKOM, runonsiasus (MHorga aucnsnasus)
HorTeu. BpoxxaéHHble Nopoku cepaua obHapy)xeHbl y 25%
60n1bHbIX. Pe)xe BCTpe4yaroTCcs — 3rNMUKaHT, Kocoriasue,
MMUKPOrHaTms, BbICOKOEe apkoBuaHoe HeéB6Oo, ToncTbie rybol,
KOpPOTKas Lwes

bonbHbIe C cMHAPOMOM 9p+ poxaaroTcaB CPOK-
lMpeHaTanbHasa rmnonsa3us BbipaXxeHa YMepeHHo (cpeaHss
Macca Tena HoBopoXXAEHHbIX 2900—3000 r). XKnsHeHHbIN
NPOrHO3 CPpaBHUTEJNIbHO 6/1aronpuUATHbLIN.

bosibHblIe AOXXUBAIOT A0 NOXXWUJIOro U NPEKJIOHHOro Bo3pacTa.

LiuToreHeTnka cuHapoma 9p+ MHOroobpasHa. 3HauuTesnbHas
4YacTb CJ/lyvyaeB —

pe3ysibTaT HecbaslaHCMPOBAHHDbIX TPAHCNOKALUMNK (CEMENHDbIX
WM cnopaamyeckmx),. OnucaHbl U NPoOCTbie AYNJIMKaLUK,
M30XPOMOCOMBI 9p.



MUKpoUUTOreHeTn4yeCcKme CMHAPOMbI
A:50 000—1:100 000 HOBOpPOXXAEHHDIX).

- CMHAPOMbI, 06yC/OB/IEHHbIE HE3HAUYUTETbHbLIMU
AeNneumMsaMmn nnn aynamkaumsamMm CTporo onpeaenéxHHbixX
y4acTKOB XpOMOCOM. COOTBETCTBEHHO MX Ha3blBalOT
MUKPOAENELMOHHBIMU U MUKPOAYMIMKALMOHHBIMY
CMHAPOMAMM.

» [laToNorn4yeckmm rnpoLecc Npn HEKOTOPbLIX U3 HUX
DA3BEPTHIBAETCA Yepe3 aKTUBaLUO OHKOreHoB.
K/IMHWKa ApYyrMxX CMHAPOMOB 06yCnoB/ieHa He TOJIbKO
neneumsiMm Kak TakoBbIMU, HO U SIBJIEHUSIMU
XPOMOCOMHOI0 UMMNPUHTUHIA U OAHOPOANTENBCKUX
NUCOMUM.

» JInarHo3 MOXHO NOCTaBUTb NO COBOKYMNMHOCTH
CMMNTOMOB.




Ha3ganue curapoma (MM BonuieyéHHbINH OcHoBHbI€ NPOSABJIEHHS
0071€3HH) Y4acTok
XPOMOCOMBI "
CuHaopom 8q-23—q24 | In3mopdum nuueBoro yepena, 6onbline
TpUXOpHHOGaLIMaIbHBIK 2-TO OTTONbIPEHHbIE YIIIH, MHOXECTBEHHbIE
t™™na (JlaHrepa—I nneoHa) 3K30CTO3bl, HU3KHI POCT, KIMHOOpaxuiak-
(pyc. 5.22) TUNWSA, YMEPEHHAs YMCTBEHHAs OTCTAIOCTb
Onyxonb BunbMca nnbo 11p—13 OtcyTcTBUE panyXHoW obonoykm, Heipobniac-
AHNpuns TOMa, roHanobnacToMa, yMCTBEHHasi
OTCTaJIOCTh
Petnnob1acToMa 13g—14 Onyxonb cetyaTky (ONHO- MW IBYCTOPOHHSASA)
B IETCKOM BO3pacTe
CuHapom [lpasepa—Buniun 15g-11—ql2 | OxupeHue TYNOBMLLA U NPOKCUMATBbHBIX
(puc. 5.23) (B XxpoMOCOMe | OTZIENOB KOHEYHOCTEH, TU3MOPPHHN NTHLEBOTO
OT OTLia) yepena, rTMNOTOHUSA, TUNOTOHAAN3M, YMCTBEH-
Hasi OTCTAJIOCTb, MAJIEHbKHE KHUCTH U CTONHI
CunnpoM AHrenbMaHa 15g-11—ql2 | HeoOblyHOe nMLIO, aTakcUsi, TMIOTOHUSA, IMU-
(puc. 5.24) (B XxpoMOCOMe | JiencHUs. NapoOKCHU3MbI CMexa. MUKpolledanus,
OT MaTepH) OTCYTCTBUE peyH
Cununpom Mwunepa—/Inkepa 17p—13 Arnpus (nuccaHuedanus), Mukpouedanmns,
NOPOKM Cepilia, NOPOKH NOYeK, AU3MOpdum
JINLIEBOrO Yepena, rTMNOTOHUS, CYIOPOXHbIE
NpUNaaKku
CunapoM [nllxopmxu 22g-11 Cynopory (rMnokaibLMeMHUUYecKme), aria3us
(pyc. 5.25) WM TUROIUIa3us TUMYca, nu3Mopohus
JINLIEBOrO Yepena, NOpPOKH cepilia
CunnpoM bekButa—BuaemanHa l11pt+15 ['pbiXa NynoyHOro KaHaTUKa, MakpOTJIOCCHS,

(puc. 5.26)

TMraHTU3M, TUNOMNNKEeMUs, MUKpoledains,
BPOXAEHHBbIE NOPOKU BHYTPEHHMUX OpraHOB




MUKpPOLIMTOreHeTu4Yeckme CUHAPOMBI
bekBuTa-BnagemaHa cuHapom, 11p15

nynoyHas rpbhka, MaKpPOrjioOCCUSA,M'MraHTU3M, M’MNOrJiukemMus,
MuKpouedannsa,Nopoku pa3BUTUSA BHYTPEHHUX OPraHoOB




v

Puc. 5.22. Cunapom INanrepa— Puc. 5.23. Manbumk ¢ cuHapo- Puc. 5.24. lesouxa ¢ cuHapo-

F'mpeoHa. MHoxecTeeHHbie 3k- mOMm Mpagepa—-Bunnu. MOM AHrenbmaHa.
30CTO3bI.



Puc. 5.25. PebeHok ¢ cuiapomom Anlhxopmxu.



adbnuua 8.1. MEaKpoaedeuHOHHbie CHHAPOMbI (MOAHN(MPHIHPOBAHO HM3:
..B.Jorde, J.C.Carey, M.J.Bamshad, R.L.White. Medical Genetics.
Sec. ed. Mosby. — 1999. — P. 129)

CuHapom

KiauHHUYEeCKHE CUMIITOMDI

Jloxanu3zaius
aeJgeuuu

[Ipancpa— Buanu

HXC/IbMCHA

aHrepa— I noeoHa

Munnepa—J/ukepa

AHOMaJIHUS

M/ Ixopaxu (Bejio-
KapavodalHaib-
HbI CUHIPOM)

CuHapoM
BunesiMca

AHUPUIUS/OIMYXOJIb
BunbMmca

YMCTBEHHAsA OTCTANOCTb, OXKHPEHHE,
HU3KHMA PpOCT, MaJ€cHbKHE KHCTH H
CTOIbI, TUTIOTOHHS

BbeipaxxeHHasi yMCTBeHHAasl OTCTa-
JIOCTb, OTCYTCTBUE pedH, aTakcusd,
[MPpUCTYIbl OECIPUYUHHOTIO cMexa

YMCcTBEeHHAsT OTCTAJIOCTDb YMECPCHHAasA,

XpslleBbI€ 3K30CTO3bl, OCODOCHHOE
JIULIO

JInccaHuedanusgs, ocobBeHHOE JIHLO,
YMCTBE€HHAas OTCTaJIOCThb

AIuiadyusi THMYyca, THIonapaTHpeos,
IMOPOKH cepllla, HU3KHHU pOCT, pac-
IHeJIMHA Heba, yMCTBEHHass OTCTa-
JIOCTb, OCOOEHHOEe JIU1IO, KaTapakKTa

YMCTBEHHAsl OTCTAJIOCTb, BPOXXIECH-
HbIM MOPOK cepana, oCOOeHHOE JIMLIO

AHHUPpHUIHUSI, YMCTBEHHasl OTCTAJIOCTh,
MpeaApaclioJIOXXKEHHOCTL K  OIIYXOJIU
BusabMca, yporeHUTaJibHble aHOMAJIUHU

15q11—13

15g11—13

8q24

17p13.3

22q11

7q1

l1ipl3




®AKTOPbI MOBbILLEHHOIO PUCKA POXXAEHUS AETEMW
XPOMOCOMHbBIMU BOJIESHAMM

60/1LLUIMHCTBO C/lyYaeB HepacxoXXAeHUs1 XPOMOCOM Yy yesioBeKa
NpPoABNAETCA CNOPAaAUYECKHN, MOXKHO NpeanonaraTtb, YTo OHO B
onpenenéHHoOn cTeneHn reHeTUYeCKM aeTepMmHupoBaHo. 06 sTom
CBUAETEeNbCTBYIOT Cc/iefyioliue

¢dakThbl.
1.MoToMCTBO C Tpucomueu NOABJIAETCA Y O4HUX U TeX XKe XXEHLUNH
NOBTOPHO C 4acTOTOM He MeHee 1%o.
2.PoacTBeHHUKM Nnpo6aHaa c TpucomMuen 21 nnm gpyrumm
aHeyrnJIonansiM1M MMerT HECKOJIbKO NOBbILEHHbIN PUCK POXKAEHUS
pebeHka Cc aHeynionauen.
3.KpoBHOEe poACTBO poauTesien MOXKET NOBbIWATb PUCK TPUCOMUMU Y
NnOTOMCTBaA.

4.YacroTa 3a4yaTuii C ABOMHOM aHeynJ/ionanen Moxkert 6biTb Bbilue,
4yeM npeacKasbliBaeTCs UCXOASA U3 HAaCTOTbl OTAE/IbHbIX aHeYIJIOMAUMN.

K 6uonornyeckum paktopam noBbILLEHUA PUCKA HEPACXOXXAEHUSA
XPOMOCOM OTHOCMTCS BO3pacT MaTepM, XOTS1 MEXaHU3Mbl 3TOro
SIBJIEHUS HESICHDI
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LiuToreHeTnueckoe nccneaosaHue, NpoBOAMMOE Y CYMNPYXKECKUX
nap, No3BOJISET BbIABUTb KapuoTunuueckue pakTopbl pucka:

aHeynnoauio (B OCHOBHOM B MO3au4yHoOMn cphopme),
po6epTCcoOHOBCKME TPAHCNOKALUK,
cbanaHcuMpoBaHHbIe peuUnpoKHbie TPaHC/IoKaLuum,
KOJibLleBble XpPOMOCOMbI, UHBEPCUM.

CreneHb NOBbIWEHNA PUCKA 3aBUCUT OT TUna aHomanuu (ot 1 go
100%0): HanpuMep, ecnm y ogHOro u3 poauTtesien B
po6epTCOHOBCKYHO TPAHC/IOKALUIO BOBJIeYeHbl FOMOJIOrMYHbIe
Xxpomocombl A3/13, 14/14, 15/15, 21/21, 22/22), To 3A0pOBOro
NOTOMCTBA Y HOCUTEJIEN TaKUX NnepecTpoek b6biTb He MoXKeT.

bepeMeHHOCTH 6yaAyT 3aKaHUMBATbCS JIN6O CNOHTAHHBIMMK
aboprtamm (BO Bcex cnydyasax TpaHcnokaumu 14/14, 15/15, 22/22
M YaCTUYHO Npwu TpaHcnokaumsax 13/13, 21/21), nn6o
po)XxaeHueM geren c cuHapomom lMNartay A3/13) nnm cMHApOMOM
[dayHa B1/21).









