I eHeTHUKA YesT0OBEKa

Jlekuuga 8.

XpoMocoMHBbIe 00J1e3HH, 00YCJI0BJICHHbIE
AHOMAJIUSIMHA AYTOCOM H IOJIOBBIX XPOMOCOM

JloBuHCKkasi AnHa BiiaaumMupoBHa,

PhD, kadeapa MosiekyJaapHOA
OHMOJIOTMM U I'€eHEeTHKH



1956 1. — pa3paboTKka YCOBEPIICHCTBOBAHHOM
METOJIONIOrNM IuToreHerndyeckoro ananmusa (Tjio J. H.,
Levan A. The chromosome number of man //

Hereditas. — 1956. — Vol. 42. — P. 1-6.).

1959 r. - ycranoBneHue npuunH cuapoma Jlayna (47,
XX + 21/47, XY + 21), cungpoma Knarindensrepa (47,
XXY) u cunapoma TepHepa (45, X).

“}B)M?S‘Ekce;zg

' THILIRY
Ciliimensio.

DI I EE

JI>xo Xun Tuo
(1919-2001)

AnbOept JleBan
(1905-1998)



PACIIPOCTPAHEHHOCTDb
XPOMOCOMHBLIX AHOMAJINHU

XPpOMOCOMHBIE AHOMAJIMK TIPUCYTCTBYIOT Kak MuHUMYM B 10% Bcex
CIIEPMATO30MI0B U 25% 3pENbIX OOIUTOB.

[IpumepHO 15-20% BCEX MIPU3HAHHBIX OepeMEHHOCTEN
3aKQaHYMBAIOTCSI CAMOITPON3BOJIbHBIMU BBIKHIBIIIIAMU.

[Ipumepro S50% Bcex CaMONPOW3BOJBHBIX BBIKUIBIIIEN HWMEIOT
XPOMOCOMHYK) AaHOMAJIMIO, A YacToTa XPOMOCOMHBIX AaHOMAJIMK Y
MOP(]OJIOTHYECKH HOPMAaJIbHBIX 3MOPHUOHOB COCTAaBIISIET MpUMEpHO 20%.

[Ipy WCIIOJNB30BAaHUM METOJIOB BBICOKOTO paspemenus a0 380%
SMOPHOHOB, CO3JIaHHBIX IIPH DKCTPAKOPIIOPATBHOM OILIOAOTBOPEHUHU,
MOTYT UMETh FT€HOMHBIN AucOaIaHC.



XpomMocoMHas Yacrora Ha 10000
XPOMOCOMHBIE AaHOMAJIMU B aHOMAJIUS HOBOPOKICHHBIX

CaMOIIPOMU3BOJIbHBIX BBIKHAbIIIAX TpI/ICOMI/IH 13 2

ﬂf)a'll"/‘llw Tpucgzlﬂuﬂ 13 TpI/ICOMI/IH 18 3

Terpanionaus
5% Tpucomus 16
15%

Tpucomus 21 15

Tpucomus 18
e{UA

Tpucgzlﬂﬂ 21 @ Monocomus X (45,X) 1-2
- 47,XXX 10

Tpyrue 47,XXY 10
Monocommusi X TPUCOMHUHU
47,XYY 10

20% 25%
JAp. HecOaIaHCUPOBaH- 10
HbIE NePeCcTPONKH

CoaslancMpOBaHHbIE 30
NepecTPoOKHU
XpomocoMHas IHpoueHr
aHOMAaJIU S CaMONPOU3BOJIbHBIX
BBIKUALIIIIEH

Bcero

Tpucomus 13 95
Tpucomus 18 95

Tpucomus 21 80
Monocomus X (45,X) 98




386OHCB3HI/IH, CBA3aHHBIC C XPOMOCOMHBIMH dHOMAJINAMMU .

- I3BMEHEHHME KOJIM4YeCcTBa ayTocoM (cunapom JlayHa, cunapowm Ilaray,
CUHAPOM DJBapjca);

- U3MEHEHHE KOJIMYECTBA IIOJ0BBIX XpOMOCOM (cuHapoM TepHepa,
cunapom Knaindensrepa,);

- KJIACCUYECKHUE CHHIPOMBI ACICHHI XPOMOCOM (CHHAPOMBI JCIICIHI
4p u 5p)

- CHHIPOMBI JEJICIN, CBA3AHHBIE C TCHOMHBIM UMITPUHTUHIOM
(cunapombl Anrensmana u [Ipanep-Bunnm);

- CUHApOMBI Mukpoaeneuuii (cuaapom u/xopmxa/ CenrakoBoii/
BeJoKapAruoQanaibHbId CUHIPOM )



AHEYIUVIOUIUA AYTOCOM

AHEYIIOUAWS - UTOTCHETHYECKAas aHOMAJWs, NPHA KOTOPOW BCA HJIH
4acTh OJHOM WJIM HECKOJBKHX XPOMOCOM JI0OABJISETCS WKW YHAJISICTCS.
3a001€Ba€MOCTh ~ AyTOCOMHOM  aHEYIUIOMAWMEH Yy  HOBOPOXKICHHBIX
oneHuBaetTcs B 0,2%.

LluToreHeTHYEeCKME MCCIENOBaHUS SAWIECKIETOK MW CIEPMaTO30M10B
yeJOBEKa IIOKa3BIBAIOT, 4YTO OOImas 4dYacToTa aHOMaJIWid COCTaBIISIET
npumepHo 20% wu 10% coorBerctBeHHO. bonee 90% aHomanui,
HaOmomaeMbIX B oomuTax, W MeHee 50% aHoManumii, HAOIIOZAEMBIX B
CIIEPMATO30UAaX, SIBJISIFOTCS KOJIMYECTBEHHBIMU.

MHorue ayToCOMHbIE aHEYIUIOMINU HECOBMECTHUMBI C BHIKMBAEMOCTbHIO
1042 ¥ MO3TOMY MMEIOT ropasio 0osee BhICOKYI0 YacToTy (=27-30%) npu
CIIOHTAaHHBIX  BBIKWJBINIAX. JIeTadIbHOCTH KOHKPETHON  ayTOCOMHOM
aHEYIJIOUIMM KOPPEIHPYeT C COJep)KaHHEM TIeHa COOTBETCTBYIOIICH
XPOMOCOMBI.



Omuoku B Melo3e (HEepacXOXKACHHME) MPUBOASAT K TOMY, UTO IaMEThI
COJZIEPKAT HEHOPMAJILHOE KOJIMYECTBO XPOMOCOM M MOCJIE OIIOAOTBOPEHUS
00pa3yroT aHEYIIOUIHBIC KIECTKH.

BONBIIMHCTBO TPHUCOMHUM HMEIOT MATEPUHCKOE MPOUCXOXKICHUE.
Hepacxoxnenne Ha cragud | MarepuHCKOro Meno3a COCTaBIISIET

OOJIBIIIMHCTBO CIy4aeB TPUCOMUI
Farental and Meiotic™Mitotic Origin of Autosomal Trisomies Determined by Molecular Studies (Number of Cases)

hMatemal Patemal
bl or MIT  Milobic Total® [ ML Ml or MII  Milodic Total®

13 5
12
2] l
9
27
I
29
fi2
S
17
fil
1 22
ol
128 38 153

WO DR ld bd LA ORI LA R LA Fd e kA LA

174 58 311

62 8l
a7 22 o7

22 0 | 15 37

TTotal numbers might not add up because not all ocigins of emor can be determined.




CI/IHI[POM TAYHA (TPUCOMMH 21; 47,XY,+13)

DTO COCTOSHHE IIOJYYMJIO CBOE€ HA3BaHHWE OT JIOKTOpa
JIbarnona JlayHa, KOTOpbIM BIIEPBBIE Oonmucall €ro B 1866 rony.
XpoMOCOMHasi OCHOBa cuHApoMa JlayHa ObLI1a yCTaHOBIICHA B
1959 roga XK. JIexxkeHOM M €ro KoJjjaeraMu.

OoOmas gacrora poxaeHuil cocrariaseT = 1:800-1000. ITo
Tcon JoHIIOH naHHbIM Mun3apaBa KazaxcraHna, B pecmyOinuke 3a 3 roga

Tayn (2014-2016) nabmromaercss poct Ha 15% 3abosieBaeMOCTH
(1828-1896)  cuHapomoMm Jlayna Ha 100 Teics4 meTeit B Bo3pacte A0 14 ner.

Bo3spact Yacrora Bospact Yacrora
CYHICCTByeT TCCHAsA PleiEai CHUHIpOMA Marepu CHUHIpOMa
CBA3b MEXKITY Hayna Jlayna
3200JIeBAEMOCTBIO 20 1:1500 39 1:150

cuHIpomMoM JlayHa u PR 1:3500 1:100
BO3pAacTOM Marepu. [l 1:900 1:85

35 1:400 1:65
36 1:300 1:50
37 1:250 1:40
38 1:200 1:30

Kepom Jlexen
(1926-1994)




CUHJIPOM JAYHA (TPUCOMMH 21; 47,XY,+13)

Haubosiee 4yactoe mNposiBICHUWE B MEPUOA HOBOPOXKIACHHOCTH -
BBIpa)KEHHAsI TUIIOTOHHS.

OOBIYHBI TaKUE€ YEpTHI JIMIA, KAaK HAKJIOHHBIC BBEPX IIA3HBIC IIEIIH,
MAJICHBKHE YIIIU Y BBICTYIAOIINHN S3bIK.

OnvHOYHBIE JAJIOHHBIE CKJIAJKU OOHapykuBaroTcs y 50% nerend c
cunapomoM JlayHa (2-3% HaceneHusT B ILEJIOM), BPOXKICHHBIE IOPOKHU
cepaua - y 40-45%, npu 3ToM Hanbosee pacupoOCTPAaHEHHBIX MOPAKEHUS -
ne(@eKTbl aTPUOBEHTPUKYJISIPHOIO KaHaa, KEIyJIO0YKOBBIE JE(EKTHI
[IEPETOPOJKHU, OTKPBITHINA APTEPUATBHBIN IIPOTOK U TETpajorus Panio.

MpuNACHYTBIA HOC M NKULO,
NPUNOAHATHIE BBEPX NapoHb JayHa

CKOWEHHbIE rNa3a HopmanbHas nagoHb

OnuHO4Han CkNaaka Ha nanouu ("obesbaxba’) -
: ; =
YKOPOUEHHBIA NATEIA Naney, 1Y “
) 4 ]

NOBEPHYTHINA BHYTPb.

i,

Daneko otcTagnenHbiit Gonbwoit naney S,

M P33BUTLIE KOXKHbIE CKNaaKu Ha CTynHe. ‘ v




CUHJIPOM JIAYHA (TPUCOMUS 21; 47,XX,+13)

Cpennuii [Q monoawix mroaen cocraisieT 40-45 (nuarmazon 25-75).

COHH&J’IBHBIG HAaBbIKU Ppa3BUTHI OTHOCHUTCIIBHO XOopouIo, H
OOJILIITUHCTBO ILCTGI\/’I CHaCTIIMBBI 1 OYCHD JIACKOBBI (((COJ'IHG‘IHBIG IICTI/I))).

Poct B3pocnoro yenoseka nmpumepHo 150 cwm.

Oxono 90% XHUBOPOXKACHHBIX ¢ CHHApoMOM JlayHa pocrturaror 20-
JeTHero Bo3pacrta. IIpm OTCYyTCTBMHM TSKEJIOW CEPACYHOM aHOMAJIHU,
MPUBOJAIIAA K MPExXIeBpeMEeHHOU cMepTu B 15—20% ciyuaeB, cpenHsis
POJIOJIKUTEIBHOCTD )KHU3HU cocTaBisaeT oT S0 go 60 ner.

Y OOJBIIMHCTBA B3POCHBIX JIOACH C CHHIPOMOM
JlayHa B 0Oojiee MO3JHEM BO3PacTe 4acTO pa3BUBACTCS
OoJie3Hb AnblLreniMepa

24
’afby. ru/u/usr37030

&




CUHIIPOM JAYHA (TPUCOMMA 21)

B 90% caydaeB AOINOJHUTENBbHAS XPOMOCOMAa MMEET MATEPUHCKOE
npoucxoxaenue. Mccnenosanua JIHK mokasann, 4Tro 3TO 4Yaie BCETO
BO3HHKAET B PE3YJIbTaT€ OTCYTCTBHUSI PACXOXKJICHUS B MATECPUHCKOM
Mmenose 1.

PoOepTCOHOBCKHE TpaHCIOKALMK COCTAaBISIOT mpuMmepHo 4 % Bcex
CIIy4aeB, MIPUMEPHO B OJHOW TPETH U3 KOTOPHIX POJIUTEIH OKA3bIBACTCS
HocuTeseM. KOMOMHUPOBAHHBIM PUCK PEIUINBA OOBIYHO COCTABIISIET OT
1:200 mo 1:100. B cinydadax CEMEWHOW TPAHCIOKAIUM PUCK PEIYIMBA
BapeupyeT oT 1% 1o 3% mis Hocutenen Mykckoro nosia u ot 10% mo
15% nna HOCUTENEW XKEHCKOTO MO0Jia, 34 MCKIKYEHUEM OYEHb PEAKUX
HOocuTelnen TpaHciaokauuu 21g21q, miId KOTOPBIX PUCK PELMINBA
cocrasiser 100%. . ~ i

Jetu ¢ wmozamnusmoMm  (1%) yacto
CTpaJal0OT MCHEE CEpPhEe3HO, YeM JETH C
MIOJHBIM CHHIPOMOM.



NMepBoOe MenoTnyeckoe aeneHue: npodasa: nenTtoTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoOe MenoTnyeckoe aeneHue: npodasa: nenTtoTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoOe MenoTnyeckoe aeneHue: npodasa: nenTtoTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoOe MenoTnyeckoe aeneHue: npodasa: nenTtoTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoOe MenoTnyeckoe aeneHue: npodasa: nenTtoTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoOe MenoTnyeckoe aeneHue: npodasa: nenTtoTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoOe MenoTnyeckoe aeneHue: npodasa: nenTtoTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoOe MenoTnyeckoe aeneHue: npodasa: nenTtoTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoe MenoTnyeckoe ageneHuve: npodasa: 3UroTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBOe mMenoTuyeckoe geneHue: npodasa: naxmrteHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBOe mMenoTuyeckoe geneHue: npodasa: naxmrteHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoe MenoTnyeckoe geneHuve: npodasa: AMNNoTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoe MenoTnyeckoe geneHuve: npodasa: AMNNoTeHa

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




NMepBoOe menoTnyeckoe geneHve: metadasa l

Xpomocoma 21

Apyrme XpoMocoMbl

HopMa Tpucomusa 21

© 2003 H. NUMABE M.D.




NMepBoOe menoTnyeckoe geneHve: metadasa l

Xpomocoma 21

Apyrme XpoMocoMbl

HopMa Tpucomusa 21

© 2003 H. NUMABE M.D.




NMepBoe menoTuyeckoe geneHve: aHadasa l

HopMa Tpucomusa 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




NMepBOe menoTuyeckoe geneHuve: tenodasa |

Xpomocoma 21

Apyrme XpoMocoMbl

HopMa Tpucomusa 21

© 2003 H. NUMABE M.D.




NMepBOe menoTuyeckoe geneHuve: tenodasa |

Xpomocoma 21

Apyrme XpoMocoMbl

HopMa Tpucomusa 21

© 2003 H. NUMABE M.D.




NMepBoOe menoTuyeckoe geneHuve: tenodasa l:

1 nonsipHoe Tenbue

HopMa Tpucomusa 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




NMepBoOe menoTuyeckoe geneHuve: tenodasa l:

1 nonsipHoe Tenbue

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




NMepBoOe menoTuyeckoe geneHuve: tenodasa l:

1 nonsipHoe Tenbue

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




BTopoe menotuyeckoe pgeneHuve: metadasa ll

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTopoe menotuyeckoe pgeneHuve: metadasa ll

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTopoe menotuyeckoe geneHuve: aHadasa ll

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTopoe menoTtuyeckoe geneHuve: tenodgasa ll

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTopoe menoTtuyeckoe geneHuve: tenodgasa ll

Xpomocoma 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTtopoe menoTnyeckoe aeneHue: 2 nonsipHoe TenbLue

1
Xpomocoma 21
Apyrve XxpomMocombl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTtopoe menoTnyeckoe aeneHue: 2 nonsipHoe TenbLue

1
Xpomocoma 21
Apyrve XxpomMocombl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTtopoe menoTnyeckoe aeneHue: 2 nonsipHoe TenbLue

1
Xpomocoma 21
Apyrve XxpomMocombl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTtopoe menoTnyeckoe aeneHue: 2 nonsipHoe TenbLue

1
Xpomocoma 21
Apyrve XxpomMocombl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTtopoe menoTnyeckoe aeneHue: 2 nonsipHoe TenbLue

Xpomocoma 21

Ul

Apyrme XpoMocoMbl

V

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTtopoe menoTnyeckoe aeneHue: 2 nonsipHoe TenbLue

(0 (D il
“ y“ Xpomocoma 21
Apyrve XxpomMocombl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTtopoe menoTnyeckoe aeneHue: 2 nonsipHoe TenbLue

Xpo!loc!)M! 21
A

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTtopoe menoTnyeckoe aeneHue: 2 nonsipHoe TenbLue

A
DA

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTtopoe menoTnyeckoe aeneHue: 2 nonsipHoe TenbLue

e

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




BTtopoe menoTnyeckoe aeneHue: 2 nonsipHoe TenbLue

% ‘Y’ Xpo!loc!ma 21

|

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




onnoAoTBOpPEHne

‘D " o o o
P b,
([

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

‘D " o o o
2 b,
|

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

‘D " o o o
P b,
|

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

1, O
vm V XpOI!IOC!)M! 21

7 7~ |

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

vm V" XpOI!IOC!)M! 21

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

0k ()

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

B A%

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

W /MO

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

TN

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

A

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

AT

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

NANZATIRNG

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

NANATIRNG

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




onnoAoTBOpPEHue

HopMma

Tpucomusn 21

Xpomocoma 21

Apyrme XpoMocoMbl

© 2003 H. NUMABE M.D.




Apoo6neHue (MnTo3): npodasa

G B, L
|

Apyrme XpoMocoMbl

HOpMa Tpucomus 21 © 2003 H. NUMABE M.D.




CUH/IPOM IIATAY (TPUCOMMUA 13;
47,XY naun XX,+13)

Tpucomust 13 (cunapom Ilaray) - XpoMOCOMHOE COCTOSTHUE, CBA3aHHOE
C TSDKEJIOM YMCTBEHHOM OTCTAJIOCThIO M (DU3MYECKUMH AHOMAIIMSIMU BO
MHOTHX YaCTAX TeJa: MOPOKH CEPALA, aHOMAJIUU FOJIOBHOTO WJIN CITMHHOTO
MO3Ta, OYCHb MAJICHBKHE WM IIJIOXO pa3BUTHIE MMaza (MUKpPO(DTaIbM),
JWIIIHUAE TJIblbl PYK WM HOTI, OTBEPCTHE B Ty0Oe (3assubsi ryda) c
OTBEPCTUEM B BEPXHEH 4YaCTH PTa WK 0€3 HEro (BOJYbS MACTh) U CIIAOBIM
MBIIIIEYHBbIM  TOHYC (rurnotonus). Tompko 5-10% ngerer ¢ ATUM
3a00JIEBAHUEM JIOKUBAIOT 10 TIEPBOTO roja KU3HHU.

Tpucomus 13 Bcrpeuaercsa npumepHo y 1 u3 16 000 HOBOPOKICHHBIX.
CylIecTBYET KOPPEIJISHS C BO3PACTOM MATEPH.

BOJIBIIMHCTBO CITy4aeB TPUCOMUU
13 BO3HMKaeT B pe3yJbTaTe HAIUYHUS
TPEX KOMNHUM XPOMOCOMBI 13, Takxke
MOXET MPOUCXOAUTH B PE3YJIbTATE
TPAHCJOKAMU U MO3anIA3Ma.




CUHIAPOM I/BAPICA (TPUCOMMUAI 18;
47,XY nian XX,+18)

Tpucomust 18 (cunapom DaBapjica) - 3TO XPOMOCOMHOE 3a00JIEBaHUE,
CBSI3aHHOE C aHOMAJIMSIMH BO MHOTHX YacCTsX Teda. Y OOJbHBIX MOI'YT OBITh
MIOPOKH CEPAIla U aHOMAIUU APYTMX OPraHOB, KOTOPBIE PA3BUBAKOTCA IO
POXKICHMUS.

Jpyrue ocoO0eHHOCTH TpucOMHU 18: HeOobIIas roioBa HEMPaBUIbHOM
(opMbI; HEOOJIbIIAST YETIOCTh M POT; CKAThIE KYJIAaKHM C IMEPEKPBITHEM
MAJIbIIEB.

5-10% pereil ¢ »TUM 3a00JIEBaHHEM JIOKMBAIOT OO0 MEPBOIO TIojaa
KW3HU, U 3TU JIETHU YaCTO UMEIOT THKETYI0 YMCTBEHHYIO OTCTAIOCTb.

Tpucomus 18 Bcrpewaercss nmpumepHo y 1 u3 5000 >KMBOPOKICHHBIX.
BepositTHOCTh poXxieHHs] peOeHKa C ATUM 3a00JIEBAHUEM YBEJIMYUBAECTCS C
BO3PACTOM KEHIIMUHBI.

BoNbIIMHCTBO CiydaeB TpucomMuu 18
ABJISICTCS PE3YJBTATOM HAJW4YMsl TPEX
KOITUU XPOMOCOMBI 18 B KaXIOU KIIETKE,
U TIpUMEPHO Y 5% JOAEH C TPUCOMUEU
18 HaOmrogaeTCs TpaHCIOKAIIHSL.




JAPYI'UU TPUCOMUU

Tpucomua 8 [47, XX mwm XY, + 8] BCcTpedaercss peaKo, 4acToTa
Hen3BecTHa. B nuteparype onucano 6osee 100 ciaydyaeB, OOJNBITMHCTBO U3
HUX Mo3anmuHble [47, +8/46]. CooTHolleHHE MYXXUYMH W JKCHIIUH
cocraBisier 2-3:1. XapakTepHO HaJIuyude TIIyOOKHUX JIQJOHHBIX M
NOJOMIBEHHBIX Oopo3a. YacTto BcTpedaroTcsl aHOMAIMK IOYEK M
MOYE€TOYHHUKOB, a4 TAKKE BPOXKJICHHBIC TOPOKHU CEPALA. TpUCOMHUSA & YACTO
npuoOpeTaeMas  LMTOICHETHYECKas  aHOMaldus IIpU  MHUCIOUIHBIX
3a00JICBAaHUSX.

Tpucomusa 9 BcTpeuaercsd B Hemo3anuHou [47, XX wim XY, + 9] nin
Mo3andHom [47, + 9/46] popme. CooTHOIIEHHNE MY>KUMH U KEHIIIUH OJIM3KO
Kk 1:1. KnuHndeckre mpr3HAKH BKIFOYAIOT YEPEMHO-JIUIEBBIE AHOMAIINH,
MOPOKH Pa3BUTHUSA CKeJieTa (AHOMAJIbHOE MOJIOKEHUE / PYHKIUST Pa3TMUHbBIX
CYyCTaBOB, JHWCIUIa3Usd KOCTEW, Yy3Kasi TpyaHas KieTrka, 13 peoep),
MEePEKPHITUE MaIblIEB, TUIIOILIA3U HAPYKHBIX TCHUTAIUNA U KPUIITOPXHU3M.
Cepaeunble aHOMalIMK HaOrogarTcsa 0ojee yeM B 60% ciydyaeB, IIOPOKH
pa3Butud mmouyek — y 40% manueHToB. boJbIIMHCTBO MAIMEHTOB YMUPAKOT
B pPAHHEM MOCJIEPOJIOBOM IIEPUOAE. 3a PEAKUM HCKIFOYCHUEM, BCE
BbIKUBIIUE CTPAJIAIOT TXKEION YMCTBEHHON OTCTAIOCTHIO.




PYI'UE TPUCOMUHU

Tpucomua 16 [47, XX um XY, + 16] saBagercsa HamOojiee 4aCTO
HaOII0aeMOl ayTOCOMHOM aHEYIUIOMAMEW MpH CIOHTAHHBIX abopTax.
[TomHast Tpucomusa 16 mouTy BCETa MPUBOAUT K JIETAIBHOMY HCXOJY Ha
paHHEM »JTafne SMOPHUOHAIBHOTO pa3BUTUsA. OTMEYEH MOBBIIICHHBIN
YPOBEHb XOPHMOHMYECKOr0 ToHajoTponuHa dejoBeka (XIY) wmm o-
(eTonmpoTEerHA B CHIBOPOTKE KPOBH MAaTE€pH BO BpeMsi OEPEMEHHOCTH OoJiee
yeMm B 50% cirydyaeB. BpoxkI€HHBIE TTOPOKU CEPJIIAa MPUCYTCTBOBAIN Y 60%
nmanueHToB. [IpuMepHo 50% mamueHTOB yMEpaW B TEYEHHE MEPBOrO Toja
kn3HU. Ha ceromusAIamnii neHbp HAOII0OaeTCs BHKUBAEMOCTh C MO3aUYHOMI
(dbopmoii Ooiee 5 JeT.

Mo3zanunas mpucomusa 20 [47, XX nnn XY, + 20] aBiasercss oqHON U3
Hau0oJIee 4YacThIX ayTOCOMHBIX  aHEYIUIOMJIWK, OOHaApyKHUBACMbBIX
IIPEHATAJIbHO, €€ BCTPEYAEMOCTh Yy JKHBOPOXKICHHBIX OYEHb pEOKa.
DEHOTUIIMYECKME  aHOMaJIMM Yy  a0OpTOB € IIUTON€HETUYECKHU
MOATBEPKIACHHON MO3an4YHOM TpucoMHENd 20 BKIIIOYAIOT MUKPOIE(AIHIO,
JULEBOM TUCMOP(PU3M, CEPACUHBIE T€()EKTHI 1 AHOMAITMY MOYEBBIBOJISIIIIUX
nyTerd (MeramejibBUC, HW3BWJINCTBIE MOYETOYHMKH, JBOWMHOE CIIMSHUE
nouku). Knerkn tpucomuu 20 ObUIM OOHAPYKUBAIOT B PA3JIWYHBIX TKAHSX
IJ104a, BKJIIOYAs IIOYKH, JErKHE, IMIIEBOJ, TOHKYIO KHIIKY, MOPSIMYIO
KHIIIKY, peOpa 1 KOXY.




NAPYI'UE TPUCOMUHU

Tpucomus 22 [47, XX wumm XY, +20], nambomee cTOMKHUE
(eHOTUIMHNYECKHE aHOMAaJIUU KOTOPOM BKJIIOYAIOT 3a7E€PIKKY
BHYTPUYTPOOHOIO PAa3BUTHUSL, HHU3KO IMOCAKEHHBIC YIIM M THUIOILIA3UIO
cpenHer 30HbI Juna. Ilopoku cepana BeIABISAIOTCA Y 80% MDamueHTOB.
[unommaszuss /  jAMCIUIa3us  IIOYEK ~ TaKXke  PacHpoOCTPaHEHHI.
['mnmonurMeHranus Koxu (rumnomenaHo3 MTo) oOBIYHO HNPUCYTCTBYET B
MO3aWYHbIX CJIy4asx. BOJBIIMHCTBO MNAlMEHTOB HEMO3aWM4YHOU (HOPMBI
YMHUPAIOT B II€pBbIe MeECSIbl KU3HU. HaumOonblias BbDKHBAEMOCTH
cocraBiisieT 3 roaa. Y MalMEHTOB C MO3au4yHOW (PopMoi HaOIrogaeTcs
YBEJIMYECHUE BEIKUBAEMOCTH 10 20 JIET.

Penkre ayToCOMHBIE TPUCOMMH: MO3aW4Hble Tpucomuu 2, 3, 4, 5, 6, 7,
10, 12, 14, 15, 17, 19.



MOHOCOMHUA AYTOCOM

MoHocoMHUs ayTOCOM KpailHE pEAKH, YTO OTPaKaeT CEPbE3HOCTh
IF€HETUYECKOro aucOaiaHca, BO3HMKAIOIIEIO B pE3yibTaTe MOTEpU BCEH
XPOMOCOMBI.

HaubOonee xapakTepHbIMU YepTaMU MO3auyHoiu moHocomuu 21 Obln
3a7iep’)KKa  BHYTPUYTPOOHOrO  pa3BUTHS, MOCTHATAJIbHBIM pPOCT U
YMCTBEHHAsi  OTCTaJIOCTh, THIEPTOHYC, JHULIEBOM JUCMOPHU3M  C
HAKJIOHHBIMHA BHM3 INIa3HBIMHU IICISIMHU, OOJIBIINE HU3KO MOCAKEHHBIC YIIH
1 MUKPOTHATHs. BOIBIIMHCTBO MAIIMEHTOB YMEPAIOT B BO3PACTE JI0 2 JIET.

Yepramu mozauunou mounocomuu 22 SBISIOTCS HEIOHOIICHHOCTD,
HapyLICHUS POCTa W Pa3BUTHS, MUKpoLedands U YMEPEHHBIM JIUIICBOU
AUCMOP(HU3M.




TPUITJIOUNAUA

Tpurutongaus (69, XXX; 69, XXY; 69, XYY) yacto BcTpedaercsa npu
CaMOIIPOM3BOJILHBIX  BBIKMJAIIAX, HO  PEIKO  BCTpeYaeTcs Y
’KHBOPOKJICHHBIX. Y TaKoro peOcHKa MPaKTUYECKU BCerjaa HaOIrogaeTcs
CUJIbHAsI 3aJiep’KKa BHYTPUYTPOOHOIO Pa3BUTHUS C OTHOCHTEIBbHBIM
COXPaHEHHEM POCTA TOJIOBBI 32 CUYET HEOOIBIIOIO Y3KOro TyJoBHIa. Yacto
HaOJIFOAAI0T CUHAAKTUIMIO C BOBJICUEHUEM TPETHETO U UETBEPTOIO IAIbIICB
1 / WA BTOPOIr'O ¥ TPETHhEro MajableB HOT.

Ciy4yan TpUILUIOMJIUN B PE3yIbTaTe
JIBOUHOTO OTLIOBCKOTO y4acTusl
OOBIYHO MPHUBOAAT K BBIKMIBIIIY Ha

pPaHHUX WU  CpeAHUX  CpPOoKaX T EITERIL

fman
LB W

oepemenHocTu. Ciydyan € JIBOWHBIM
MAaTEPUHCKUM BKJIAJIOM BBDKHBAIOT
JOJIbIlIe, HO PEIKO JOJIbIIIE PAHHErO
HEOHATAJILHOTO MEPUO/IA.
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YucaoBble aHOMAJWH IOJOBBIX XPpOMOCOM

KonnuecTBeHHbIE aHOMAJIUM TOJIOBBIX XPOMOCOM - OJIMH M3 HauOoJjee
PacCIpOCTPAHEHHBIX THUIIOB XPOMOCOMHOW AHEYIUIOMJHWH, C 4YacTOTOM |
cinyyat Ha S00 KUBOPOXKICHUM.

AHOMQJIMKM  TIOJOBBIX  XPOMOCOM  HMMEIOT MEHEE  CEpbE3HBIC
KJIMHAYECKNUE aHOMAJIMU U 00JIEE COBMECTHUMBI C JKU3HBIO 10 CPABHEHMIO C
ayTOCOMHBIMH paccTpoicTBaMH. lIpy 3TOM MNPOUCXOAUT HHAKTHUBALIUS
BCEX JIOMOJHUTEIBHBIX X-XPOMOCOM M HEOOJBIIOE KOJIMYECTBO T€HOB Ha
Y-XpOMOCOME.

AHOMAJINY TIOJIOBBIX XPOMOCOM Yalll€ JUATHOCTUPYIOTCS MPEHATAIBHO,
YeM ayTOCOMHBIEC aHEYIUIOUJUHN, U TEHETUYECKOE KOHCYJBTUPOBAHUE IIPU
3TUX COCTOSHUAX YacTO ObIBAECT OOJIEE CIIOKHBIM M TPYAHBIM, YEM IPH
ayTOCOMHBIX aHOMAJIUSIX.

CpeaHuil mpolEHT IpepbIBAaHUNA OCPEMEHHOCTH H3-3a AHCYIUJIOWINH
OJOBBIX XpoMocoM koseonercs ot 10% mo 88% B 3aBHCHUMOCTH OT
MOIMYJISALMA, TUIA AHCYIUIOMJIWM, BO3pacTa MaTepy, HAJIUYUS AaHOMAIUU
maoga Ha Y3UW u ombiTa MEIMIIMHCKOTO paOOTHHKA, IIPEI0CTaBIISIONIETO
MH(pOpPMAIIHUIO.



CUHJIPOM KJAUH®EJBTEPA (47, XXY)

BriepBbie KIIMHUYECKU onucaHo B 1942 roxy, oqHaKo B
B 1959 romy ObLIO BBISBICHA [IUTOI€HETUYECKAS] TPUUHMHA
- HaJIM4Ue JOIOJIHUTEIIBHON X-XPOMOCOMBI.

OTHOCHUTEIBHO PACIPOCTPAHEHHOE 3a00JICBaHUE C
gactoTou 1: 500-1000 xuBOpPOXKACHUN MY>KCKOTO MOJIA.

B neTcTtBe MOXKET CONMPOBOXKAATHCS HEYKIHOKECTHIO
WA HEOOJIBIIMMU TPYJAHOCTSIMHU B 00yYE€HUH, OCOOCHHO B .

o . l'appu Knaitndensrep
OTHOIIIEHUH BepOaJIbHBIX HaBBIKOB. OO BepOaTbHBIN (1912-1990)
IQ Ha 10-20 mMyHKTOB HMXKE, YEM Yy 3HOPOBBIX, U JETH
MOTYT OBITh JIOBOJILHO CAaMOYBEPEHHBIMHU B CBOEM
MTOBEJCHUM.

B3pocibie 00BIYHO HEMHOTO BBIIIIE CPEIHETO POCTa U
MMEIOT JUIMHHBIC HY>KHME KOHEUYHOCTH. [TpumepnHo y 30%
HAOJIFOMAETCSI TUHEKOMACTHSI CPEAHEW CTENEHU THKECTH
(yBEIMYEHHE TIpyad), ©U BCE€ OHU  OECIUIOIHBI
(a3oocnepmus). Bo B3pociol KHW3HM MOBBIIIACTCS
4acTOTa sI3B HA HOTaxX, OCTEOIOPO3a U PaKa IPyIu.




CUHJIPOM KJAUH®EJBLTEPA (47,XXY)

OOBIYHO KapMOTUI MOKA3bIBACT JOIMOJHUTEIBHYI0 X-XpPOMOCOMY.
MonekyasspHbIE HCCIEIOBAHUSA MOKA3aJiM, 4YTO CYIIECTBYET IPUMEPHO
paBHasi BEPOATHOCTh TOTO, YTO OyJI€T YHAcCJEIOBAaHO OT MAT€pyd WM OT
otia. Ciaydan MaT€pHHCKOTO ITPOMCXOXKICHHS CBS3aHBI C IPEKJIOHHBIM
BO3PAacTOM MAarTepH.

B HeOombIION YacTh ciy4daeB HAOMIOAAeTCs MO3auliu3M (Hanpumep, 46,
XY/47, XXY). Penko MOKHO BCTPETHUTh MYKYHMH C Oojiee 4yem AByMs X-
xpoMocoMaMi, Harpumep 48, XXXY unu 49, XXXXY. OTu moau 00bIYHO
CHUJIbHEE CTpaJlal0T YMCTBEHHOH OTCTalOCThIO, a TaKXke HMEIOT OO0IIue
(bu3nYeCcKUe XapaKTEepUCTUKU ¢ MykunHamMu KraiHdensrepa, yacto B
0oJice BHIPaXKECHHOM CTEIICHH.




CUH/IPOM HHIEPEHIEBCKOI'O-TEPHEPA (45 X)

BnepBeie 3TO  3a00JieBaHME  Kak
HacJICACTBEHHOE OBLIO omucaHo B 1925 1.
H.A. Ilepemesckum. B 1938 romy I.
TepHep BbIACIMI XapaKTEpHYIO TpHUALY
CUMIITOMOB:  IOJIOBOM  HMH(MDAHTHIU3M,
KO>KHO-KpbLIaTble CKJIaJKh Ha OOKOBBIX
MOBEPXHOCTAX M€ U JaedhopMaluio
JIOKTEBBIX CYCTaBOB.

Otuonorus 3adojieBaHus (MOHOCOMMS
no X-xpomocome) Obuia OTKpeiTa K.
@opaom B 1959 1.

XOTs ATO OOBIYHOE SBJICHHUE IIpU
3a4aTUMd W MPU  CaMOIIPOU3BOJIBHBIX
abopTax, 3a00J1€Ba€MOCTh y

KUBOPOXKICHHBIX JI€BOUYCK HEBBICOKA U
xosieoercd ot 1: 5000 mo 1:10 000.

Ilepemensckuit HA. Henry H.Turner
(1885-1961) (1892-1970)




CUH/IPOM HIEPEHIEBCKOI'O-TEPHEPA (45,X)

Cunapom IllepemeBckoro-TepHepa dale BBISIBISIETCS BO BTOPOM
TPUMECTPE B PE3YIAbTATE€ PYTUHHOTO YJIBTPA3BYKOBOIO MCCIEIOBAHUS,
KOTOpPOE€  TIOKa3bIBA€T T'€HEPAIM3OBAHHBIM  OTE€K  (BOISIHKA)  WJIM
OpUNYXJIOCTh, JIOKAJIM30BAHHYIO Ha Iee (3aTbUIoYyHAasl KHUCTA WIIH
YTOJIIECHUE 3aTbUIOYHOM nNOAyIIKHW). [Ipy poxkaeHHMHM MHOTHE JIE€TH C
JAHHBIM CUHIPOMOM TepHepa BBINISIAT COBEPIICHHO HOPMAJbHO,
BCTPEUAIOTCA  OCTAaTKM  BHYTPUYTPOOHOTO  OTE€KAa C  ONMyXIIWMH
KOHEYHOCTSIMHU 1 MEPEIOHKaMU Ha 11ee. Takke MOXKeT ObITh HU3Kasl 3aHSIS
JVHUA POCTa BOJIOC, YBEIMYEHHBIC YIJIbI HAKJIOHA JOKTEH, KOPOTKHUE
YETBEPTHIE MACTHBIE KOCTH, KoapKTalus aoptsl (15% cnydae). MHTENIEKT
npu cuHApoMme TepHepa HaXOIUTCS B MPEAECIAX HOPMBL.

OCHOBHBIE MEIUIIMHCKHE TpoONeMbl: HU3KMH pocT (145 cm) u
HEJIOCTATOYHOCTh SIMYHUKOB, KOTOpas HAYMHAETCS BO BTOPOU IIOJIOBHUHE
BHYTPUYTPOOHOW JKM3HM M TMOYTH BCErIa MPUBOAUT K IEPBUYHOU
aMEHOpee U O€CILIOAHIO.

Monocomuss X B 80% ciiydyaeB BO3HMKACT H3-3a IOTEPU IOJOBOU
XpoMOCOMBI (X wiax Y) MpH OTIOBCKOM Meio3e. B 3HauuMTEnbHON 4YacTH
CIIy4aeB HaOIIOJAEeTCS MO3AMIIM3M XPOMOCOM, M JIIOJHM C HOPMAaJIbHOU
JTUHHUEN KIETOK (46, XX) UMEIOT MIAHC ObITh (DEPTUIHLHBIMU.



47,XXX

DTO HamOOJIEE YacTO BCTPEYAIOMIAACS AHOMAJHWs MOJIOBBIX XPOMOCOM IIpH
POXICHUM Yy KEHIIWH, BCcTpedaromasca B cooTHomenun 1:1000. OcHoBHas
NpUYAHA — HEPACXOXKJICHUE XPOMOCOM P MATEpUHCKOM Meno3e I, u mostomy
CYIIIECTBYET CBsI3b C YBEIMYECHHUEM BO3pACTA MATEPU. Y KEHIIUH C JUINHEU X-
XPOMOCOMOM HE CYIIECTBYET PACIO3HABAEMOTO CUHIPOMA. BOJIBIIIMHCTBO U3 HUX
(PU3UYECKU HOPMAJIBHBI, XOTS HAOIIOMAETCS HEOOJBIIOE YBEIMYEHUE YACTOTHI
HE3HAYUTENIbHBIX aHOMaui. [lydepTarHoe pa3BUTHE SIBISIETCS HOPMAIBHBIM, U Y
OOJIBIIIMHCTBA M3 HUX HOpPMaJibHas (DEPTUIBHOCTb, XOTA y HEOOJIBIIOTO YHCIa
HaOmogaeTca TUCOYHKIUS SMYHUKOB. CylleCTBYET HEOOJBIIONW, HO HECKOJIBKO
MOBBIIIEHHBIA PUCK XPOMOCOMHBIX aHOMAJINKM y TTOTOMCTBA 47 XXX JKECHIIHH.

Bapuanmul 0ob6asounsix X xpomocom:

48, XXXX: nouTtu Bcerga HaOM0JaeTCsl YMCTBEHHAsI OTCTAIOCTh OT JIETKOM J10
ymepeHHou co cpenuM 1Q 60 (auamnazon 1Q : 30-75). @epTHIBHOCTh CHUXEHA.

49, XXXXX: HaOntogaembie (PEHOTUNMUYECKHE OCOOCHHOCTH: HU3KHUM POCT,
MUKpolLeh s, CKOIIIEHHbIC BBEPX MIA3HBIC IIEIU, HU3KAS JIMHUS POCTA BOJIOC U
rpyOble, MoXokue Ha cuHJpoM JlayHa ueptsl auna. CooO1anoch O BPOKIACHHBIX
NOpPOKaxX cepAla M TOYEK. DOJBIIMHCTBO TMAIMEHTOB HMEIT YMEPEHHYIO
YMCTBEHHYI0 oOTcTanocth (mmanazon IQ: 20-75; cpemumit 1Q: 50). Her
COOOIIIEHUI 0O OEPEMEHHOCTH Yy KEHIIIUH C 3TOH XPOMOCOMHOM aHEYIUIOUIUEH.




CUHJIPOM JKEUKOBA (47.XYY)

Y xaxzgoro 800-1000 myX4yuMH €CTh JMINHASA Y-
XpOMOCOMA. OTO BO3HUKAET W3-32 HEPACXOXKICHUSA B
OTLHOBCKOM Meto3se 1.

He3nauntenbHble aHOMAJIMK 0OHapykuBaroTcsa y 20%
MAIMEHTOB, HO YaCTOTa CEPHE3HBIX ITOPOKOB PA3BUTHUS HE
YBEJIWYMBACTCA. DOJBIIMHCTBO MIIAJACHIIEB  HMEKOT
HOPMAJIbHBIM BHEIIHWUKA BHUJA. Y NAIUEHTOB YacTO
OBIBAIOT CHUJIbHBIE Yyrpu Ha juie. Jloau omnuchiBatoTcs |
KaK HECKOJBKO HEYKIIOKHAE W MMEIOT HE3HAYUTEIIbHBIC
HEUPOMOTOPHBIE HApylIEeHUsA. UHTENNEKT B HOpME, XOTSA
HaOJTIOMAETCsl  MOBBIIICHHAs  4acTOTa  HApyLICHUM
oOy4yaeMOCTH.  bOJABIIMHCTBO M3  HUX  HUMEIOT
HOPMAJIBHYIO (PEPTHWIBHOCTH M MOTIYT HMETh JIETEM.
beuto moacuuTano, 4to Toabko 12% myxumH ¢ XYY
KOoTJa-1u00 ObUIM JauarHocThpoBaHbl. [lojloBMHA U3
UJICHTA(PUIIMPOBAHHBIX OBUIM KapUOTUIIMPOBAHBI M3-3a
3a7ICPKKUA PA3BUTHUA U / WIIK TIPOOJIEM C TTOBEIACHUEM.

Bapuantel ¢ J100aBOYHBIMM Y  XPOMOCOMAaMH:
48, XXYY,48,XYYY, 49, XYYYY.




CUHJIPOMBI JEJEIMIA 4P U 5P

Muxkpockonnuecku BUIUMBbIC b1 (M (1005051
KOHIIEBBIX YacT€d XpoMocoM 4 W 5 BBI3BIBAIOT
cunjapoM Bonbda-XupmixopHa (4p—) u cUHAPOM
KOIIAYbero Kpuka (5p—), COOTBETCTBEHHO. B
o00OMX ciy4yasX OOBIYHO BO3HMKAIOT CEPbE3HBIC
TPYAHOCTH C OOYYEHHEM, YacTO C 3aJCPKKOM
pa3ButTusa. O0a COCTOSHHUS BCTPEUYAIOTCS PEIKO, C

PeGenok ¢

OIICHKOM 3abosieBaeMocTH mpumepHo 1:50000
o cuHapoMoM Bonbda-
POXKIACHHUH. XupurxopHa

Y 80 % cTpagarmmx HOBOPOXIEHHBIX IIMTOJIOTHYECKYIO0 OCHOBY
cuapoMa Bonbha-XuplixopHa coCTaBIsIeT ACJICHHSI KOPOTKOTO Iuieya 4-
i xpoMmocoMbl. Pa3smepnl gAeigenuM  KOJIEOMIOTCA OT  HEOOJbIINX
TEPMHUHAIBHBIX J0 3aHUMMAIOIIMX OKOJO IIOJOBHHBI JWCTAJbHOM YacTH
KOPOTKOTO IlIeda. BoJbIIMHCTBO Jenenuid Bo3HUKaeT «de novo» — 90 %,
okoio 10 % mnpoucxomuT B pe3yibrare TpaHCHOKaui. Pexxe B reHome
OO0JIbHBIX, IMOMHUMO TpPAHCJIOKAIIUU, UMEIOTCSI U KOJBIEBBIE XPOMOCOMBI.
Hapsgy ¢ pemenuern XpomMOCOM, MATOJIOTHS Y HOBOPOXIEHHBIX MOXKET
ObITh OOYCJIOBJICHA HWHBEPCHUSIMHU, AYIUIMKALMSMH, H30XPOMOCOMAMHU.
CpenHsisa TpOaOIKUTEIIBHOCTD KU3HU TPpUMEPHO 110 30 JieT



CUHAPOMBI JEJELHAMN 4P U 5P

Cungpom komadybero kpuka (Cunapom JlexxEHa)
OOBSICHSIETCS YaCTUYHOM MOHOCOMMEN; OH Pa3BUBAECTCS
npu Aejenuu (C yrpaTtol OT TPETH 10 TOJOBHHBI, PEXKE
MOJIHASL yTpaTa) KOPOTKOrO IUIeYa IMSATOW XPOMOCOMBI.
J{14 pa3BUTHS KIMHUYECKOM KapTUHBI CUHAPOMA UMEET
3HAYCHUE HE BEJIMYMHA YTPAYEHHOIO Y4aCTKa, a yrpara
KOHKPETHOIO  KOPOTKOIO  (pparMeHTa XpOMOCOMBI.
N3penka oTMedaeTcss MO3auLM3M 110 JCIECHUA WU
00pa30BaHUE KOJIBIIEBOW XPOMOCOMBI-S.

[Ipu 3TOM cHHIpOME HAOIIOAACTCS:

* 00IIIe€ OTCTaBaHUE B Pa3BUTHUH,

 HU3Kas Macca IIpU POXKICHUW M  MbIIICYHAS
TUITOTOHHS,

* JIYHOOOpA3HOE JIMIIO C IIMPOKO PACCTABICHHBIMHU
IJ1a3aMHu,

* XapaKTEepHBIM IUIad peOEHKa, HAOMUHAIOIIUN
KOIlIaube MSYKaHbE, MIPUUYNHOU KOTOPOTO SIBISETCS
U3MEHEHUE WM HeAopa3BUTHE ropraHu. [Ipu3zHax
McYe3aeT K KOHILYy IIepBOTO I'ojia )KU3HH.

OcobeHHoCTV CTPOEHMA NULa Yy NaLMEHTOR C
CUHOPOMOM KOLLAYLEro KpuKa B Bo3pacTe
8 mec (A), 2 roga (B). 4 roga (C), 9 net (D)




CUHAPOMDbI AHI'EJIBMAHA U ITPAJIEPA-

BUJIJIN

ODTHU OBa COCTOSHUSI 3aHMMAIOT 0COO0E MECTO B
MEIUIAHCKOU T€HETHKE KaK napagurMbl
T€HOMHOI'O UMIIPUHTHHTA.

Y nereut ¢ cuHAPOMOM AHTreabMaHa («CUHAPOM
CUACTIMBOM KYKJIbI») HAOIIOMAETCS HEYMECTHBIN
CMEX, CYJIOpOTH, IJIOXask KOOpJAUHAIUS (aTakcus) 1
CEpPbE3HBIC TPYIHOCTH B OOYUECHUH.

Hetn c¢ cuaapomoMm llpanepa-Bumim odeHb
TUIMIOTOHWUYHBI ~ TpU  IUIOXOM  IIUTAaHUU B
MJIAZICHYECTBE, a IMO3KE Y HHUX Pa3BUBAIOTCA
runepdarus 1 OKHPEHUE, HaOIr0IaeTCA
YMEPEHHBIE TPYAHOCTH B OOYUYECHUM.

Y 3HauUUTEIbHOM YacTU JETEeM C DTUMHU
pACCTPOMCTBAMUA  MMEETCA  MHUKPOACIECHUS  C
yuactuem 15ql1-13. Ilpm »stom mnpum pgenenuun
OTILIOBCKOM XPOMOCOMOM 15 pa3BuBaeTcsi CHHIPOM
Ilpanepa-Bunnu, a npu genenuu MarepUHCKOUN
JIMHUH XPOMOCOMBI 15 - CHHIpOM AHTelIbMaHa.

CHHz[de [Ipanepa-Bunnu



Cunapom /Iu/l:xopaxa/ CearakoBoid/

BeJIOKAPANO(DANNAIBHBIN CHHIPOM

Cunapom u/lxopmxu Bcrpeuaercs < 1:4000 poxaeHuil, OOBIYHO
HOCHUT CIOPAJUUYECKHM XapaKTep M XapaKTEepU3YyeTCs IOPOKaMU Pa3BUTHS
cepAla, THUIOIJIA3MEed TUMyCa U TMAPAIIMTOBUIHBIX JKEJIE3, BOIYBEU
NacThI0 M TUNUYHBIMU (anusMu. MoJEKyIsIpHbIA AePEeKT mpeacTaBiseT
co0ol Mukpozaeaenuo pasmepom 3 Mb Ha xpomocome 22 (22ql1.2).

>, - w

OKo0JIO MOJOBHHBI M3 HHUX
UMEIOT  HU3KMKA  POCT, A
HeOoJIbIIasT YacTh W3 HHX
CTpagaeT JaCTUYHBIM
AeuuUTOM TOPMOHA PpOCTA.
ITpumepHO y 25%
HAOIIOAAI0TCS SIU30/IBI,
noA0OHbIE IHU30(PPEHUN, BO

B3pPOCJION JKU3HHU. A" Heneumst 22q11.2
< A - mnanenen. B - pebeHoK.
C - mogpocTtok; D —
B3pOCIbIM B Bo3pacte 49 ner
(TOT k€ YenoBek, uto Ha C)




Cnacuoo 3a enumanue!



