XPOMOCOMHDbIe
bonesHn



XpomocomHble 60ne3Hu -

* JTO HacneacTBeHHble 3abosieBaHUS,
0byCcnoB/IEHHbIE NUBMEHEHNEM YUCNA NN
CTPYKTYPbl XPOMOCOM.

e YacToTa XpOMOCOMHbIX bonesHeun cpegm
HOBOPOXAEeHHbIX cocTasnaeT 1%, cpeau
CMNOHTaHHbIX abopToB 20% SMOPUOHOB UMEIOT
aHOMa/IbHbIN KAapMOTUI.



* B s/ipe KaKA0U KJIETKH CoaepKuTcs 46
XPOMOCOM.

e HaOGop xpoMocoM KaKI0ro HMHIAUBH/IA
HA3bIBACTCH KAPUOTHIL.

U3 46 xpomocom 44 niau 22 napsl
HA3bIBAIOTCS ayTOCOMAMM,

e llociaenHsist mapa - 1oJIOBBIE
y JKEeHIMUH XX, Y MYKYAH XY.



O603HauYeHue rpynn Xpomocom

'pynna A - 1-3 napbil,

'pynna B — 4-5 napobl

'pynna C - 6-12 napbl u X Xxpomocoma
'pynna D — 13-15 napbi

'pynna E — 16-18 napobl

'pynna F—19-20 napol

'pynna G —21-22 napbl

X n Y -nonosblie XpOMOCOMbI



e Bo Bcex napax XpomMmocom oA Ha NnosiyyeHa oT
OTLLa, BTOpaA OT maTepwu.

e Xpomocombl 04HOM Napbl Ha3bIBaOTCA
romoJioramm.

e B KaXKA0M XpOMOCOME MMEETCA NepeTAXKKa,
KOTOpaA Ha3blBaeTcA LLeHTPOMEPOM.
LleHTpOomepa Aennt Xxpomocomy Ha
KopoTKoe (p) n aamHHoe (g) nnevo.



e [1o moy10:keHUIO

HEHTPOMeEPbI
XPOMOCOMBI
KJIACCH(PUIMPYIOTCS
HA:

MeTOlLEHTPUYECKHUe,
CyOMeTOleHTPUYECKH e
AKPOLIEHTPHUYECKHE.
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Puc. 8.3. IuddepenunanbHaa okpacka xpomMocom Q-, G- U R-MeTO-
NaMHu.

Ha wugeorpaMme mnoxasaHbl KOPOTKHE M JUIHHHBIE TUJIEYH XPOMOCOM, -00/macTH
NPOHYMEPOBaHblI COTJIACHO HOMeHKJaTtype, npuHsaToi [Tapuxkckoit koHdepeH-
uueii B 1971 r. Bcero Ha uneorpamme nokazaHo 300 cerMEHTOB XPOMOCOM.
CpeTnas OKpacKa XapakTepHa Ans HeraTHBHBIX Q- ¥ (-cerMeHTOB, MO3HTHBHBIX
R-cerMeHTOB; TeMHas OKpacKa XapakKTepHa [UIA MO3UTHBHBIX (- U (G-CerMeHTOB,
HEraTUBHBIX R-CErMEHTOB; 3alUTPUXOBAHBI CETMEHTBI C BADBHPYIOULEH MHTEHCHB-
HOCTBH OKpackH (u3: A.D. 3axapoe u coaem. XpoMOCOMBI YEJIOBEKA: ATnac., —
M.: Menouuuna, 1982, — C. 52).



 KoHIIEeBbIC YACTH KAKIOU XPOMOCOMBI
HA3bIBAKT TEJIOMEPaAMM.

 TessoMepbl UTPAKOT BAXKHYIO POJIb B
COXPAaHEHHUH CTAOUJIBLHOCTH XPOMOCOM.

* B Tesiomepax coaepkuTcs 00J1bII0E
YHUCJI0 MOBTOPOB HYKJICOTH/I0B,
HA3bIBAEMbIX TaAHJAEMHbIE MMOBTOPLI.



IonmepeuyHsbie MOJOCKHA HAZHIBAKOTCS
CEerMEHTHI.

CxemMa cerMeHTOB XpOMOCOM
HA3bIBACTCH UICOIPAMMOIN.

Cder MaeT 0T HEHTPOMEPDI.

Cn1a00 okpaleHHbIe CErMEHThI
00pa3yroT 3yXPOMATHH,

TEMHO OKpPalleHHbIE — FeTEePOXPOMATHH.



* JYXPOMATHHOBbIC PAOHBI XPOMOCOM
COCPKAT AKTUBHO IKCIPECCUPYIOIIHE
reHbl.

e I'erepoxpoMaTHOBBIE PAMOHBI BKJIKYAKOT
HEAKTUBHbIC I'€HbI, HEAKCNMPECCUPYIOLITHECS
nocjaeaosareabHocTu JIHK.



* Vnakoska /IHK B
XpOMOCOMAaX 0OYeHb
cjaoxHast. Eciu Obl
renomHuast JIHK ObLi1a
NpeacTaBjieHa B BUAE
IPOCTOM 2-X HUTEBOH
CIIUPAJIU, TO OHA
NPOTAHYJACH ObI HA 2
merTpa. Ilpu ynakoBke
JTHK ucnosab3zyercs Bce
TOT K€ MPUHIHUII
CIIUPAJIUA, HO OH
NnpeacTaBJieH
HECKOJIbKUMM YPOBHSIMMU,
00pa3ysi HyKJI€0COMBbI H
cosieHoul. B pesyiabrare
CJIO’KHOH YITAKOBKM
ucxoanasa moJsiexkysaa JIHK
ymenbmiaercs 10 000 pas.




Tunbl XpOMOCOMHBIX
MYTallMHK:

-YUC/ICHHDBIC

- CTPYKTYPHBbIE



YucjaeHHbIe MyTalIUU

AHIYIUIOMAUA — IJTO MOTEepsaA HJIH
MOSIBJICHUE JOMOJTHUTEIbHBIX XPOMOCOM.

[Homumiouauas — ITO yBeJIHYCHHE
ramjioujaHoro Haéopa xpomocom (3n, 4n)



iploidy 69, XXX
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CTpyKTYpHBbIE€ MYTAllUH

Jleneuus — N0JKHO ObITH 2 pa3pbiBa ¢ MoTepen
XPOMOCOMHOI'0 MAaTEpHUAaJia MEKAY paspbiBaMu.

Jlynaukauus — 310 yIBO€HHE XPOMOCOMHOI0 MAaTEpPHAJIa
MesKIY ABYMsI pa3pbIBaMM.

ITpancnokayus — 3TO MePEHOC XPOMOCOMHOI'O
MaTepuaJia ¢ OJHOU XPOMOCOMBI Ha Apyryw. Kak
[pPaBUJIA J0JIKHO OBITH 3 pa3pbiBa.

IIpu pa3pbiBax OTHOBPEMEHHO B IBYX XPOMOCOMAX U
o0MeHe CBOOOAHBLIMHU CerMeHTaMu 0e3 morepu
reHeTH4eCKOr0 MaTepuajia, TAKue TPAHCJIOKAIUHA
HA3bIBAKTCH PeUUnpPOKHbIMU.

Ilpu TpaHcJOKAUM MEXKAY ABYMS
AKPOLECHTPUYECKUMH XPOMOCOMAMMU C IOTEePeH
KOPOTKHX ILJIeY 00pa3yercs 0JHA MeTalleHTPUYecKas
XpOMOCOMA BMECTO ABYX aKPOLEHTPUUYECKUX. Takue
TPAHCJIOKALUU HA3BIBAKTCH POOEPHCOHOBCKUMUL.



Hneepcusa — 3T0 MOBOPOT Y4YacCTKa

XpOMOCOM MeEKAYy 2 pa3pbiBaMH Ha
180°.

Koavuyesan xpomocoma — 310 pa3pbiB €
[oTepen  KOHIEBBIX  TejaoMep, ¢
MOCJCAYIOIMM HMX BOCCOCAUHCHHUEM.
Bcerpevyaercs mocjie JIy4eBOM TEPANUM .

H3oxpomocoma — 3TO mOTEPH I1EJ0OI0
IJ1e4a (KOPOTKOro Wid AJUHHOIO).



Mo3auumsm
(Mo3anyHaa dopma 6onesHn)

e XpOMOCOMHaA aHOMa/IMA BO3HUKAET B 3UTOTE
NN Ha PaHHUX CTaguax ApobneHus B
pe3y/ibTaTe Yero pa3BMBaEeTCA OPraHm3m

KNeTKaMm pa3HOU XPOMOCOMHOW KOHCTUTYLUK
( 2 TMNna n 6onee)



ANnA TOYHOU ANArHOCTUKMW
XPOMOCOMHOMU NaToONOrMNn
Heobxoaumo onpepenuTb:

TMN MyTauum
BOBJ/IEYEHHYIO B MPOLLECC XPOMOCOMY
dopmy (NonHaa nam mosamnyHas)

Bna 6one3Hn (cnopagmyeckmm cayvyam mnm
HacneaCTBEHHbIN)



Del 7 g 34 - gter




CnHApOM KoLlaubero Kpuka
(del 5 p15)

e OnucaH JlexxeHom B 1963r.

e XapaKTepusyeTrca MUSMEHEHNEM ropTaHu (cy*KeHue,
MATKOCTb XPALLEN, YMEHbLLUEHME HAATOPTAaHUKA,
Heobbl4alHaA CK1aA4aTOCTb CZIM3NCTON 0OOI0UKHN).

* MmetoTca cturmebl (1yHoobpasHoe aunupo,
MUKpouedanusa, rmnepTeNopmusm, MUKPOreHus,
3MUKAHT, aHTUMOHTONIONAHbIN pa3pes3 r1as, NAocKan
CMMHKA HOCA, HN3KOPACMNO/IOXKEHHbIE
nedopMNPOBaAHHbIE YILIHbIE PAKOBUHDI,
nporpeccupytoLlee NCUXoMOTOPHOE HeA0Pa3BUTHE).






CuHppom [layHa

 [lepBoM aHOMaNIMEM ayTOCOM, OMNUCAHHOMU Y
yenoseKa, 6blna aHoOmanuA, Bbi3biBalOLLAA
cuHapom [layHa (J.Down, aHr.Bpay, 1828-1896).

e MMpn 3TOM cCUHApPOME BO BCex KaeTKax 21

Xpomocoma npeacrtasjieHa He ABYMHA
romonoramu, a Tpema — 3TO0 NPOCTtad Tpucomuma

no 21 xpomocome.

e TpaHCNOKALUUOHHAA WU MoO3auyHaa ¢opmbl
BCTPEYalOTCA perke



YacTtoTa 1:700, HO Y NOXXWUANbIX XKEeHLWWH UX

YadCTOTAa Bbllle, HEM Y MOJ104blX.

PUck poxaeHua pebeHKa ¢ CMHOPOMOM
IlayHa B Bo3pacTe Ao 20 neT cocrtaBnaer

1:2325, B Bo3pacTte 45 un crapuwe — 1:45.

ExXerogHo TonbKo B Poccumn 2400 porkaaeTtca
aeten ¢ cmHapomom fayHa, 50% aoxusatot
no 10 net, 44% no 60.

[lo paHHbim BO3 npamble 3aTpatbl Ha
coaepXaHue pebeHKa uHBannaa — 40 TbIC.
A0/1NapoB B roA.



e CormacHO COBPEMECHHBIM  TMIIOTE€3aM B
IMATOJIOTUYECKUH IIPOLECC BOBJIECKAKTCI HE
TOJIBKO T'e€Hbl 21 XpOMOCOMBI, HO M TICHBEI
OPYTUX XPOMOCOM, BO3HHMKAECT AHcCOalIaHC,
BEAYIIME K AllONTO3y U MOTEPE HEUPOHOB.

e YMCTBEHHas OTCTaJOCTh  OOYCJIOBJICHA
IIPOIIECCOM HEMPOJAECTEHEPALINH.



LiuToreHeTnyecKkue BapuaHTbl
cuHagpoma [layHa

[MpocTaa TpucomHasa popma

B 80% cny4yaeB HepacxoxKaeHmne obycioBaeHo
MaTEPUHCKNUM HacnengoBaHuem, B 20% -rametmnyeckoe
HacneaoBaHME NO OTLLOBCKOU NNUHUN. TPpUYMHDBI TaKOU
Pa3HULLbI HEACHHBI.

Hebonbliaa gonsa geten MMerT Mo3andHble GOopPMblI
cuHgpoma layHa — 46,XY\47,XY,21.

MpumepHOo 4% NMerT TPAHC/IOKALMOHHYI0 popmy No
TUNY pobepTcoHOBCKUX canaHuim (46,XX,t13\21).

50% TpaHCNOKALMOHHbIX POPM HacneayrTca oT
poauTenen- HocuTenew.

50% - 3TO TPaHCAOKALMKN, BOSHUKLLUNE KAaK HOBbIE
MyTaL MK



OcHOBHbIC KIMHUYECKHE CUMIITOMbI
cuHapoMa Jlayna

3agepxkka pocra

YMcCTBEHHAA
OTCTAJOCTh

I1J10CKUH 3aTBLIIOK
JucriacTuyHbie yuiu

MHOr0 yJIbHAPHBIX
Merejib HA KOHYUKAX
NAJbIECB

O0e3bAHBA CKJIAIKA
HA JATOHU




Cumntombl cuHApoma [layHa

HIupokoe nmiockoe
JIAILO

Packochble rj1a3a
INMUKAHT
Koporkuu Hoc

MaJjieHbKoe
APKOBUIHOE HeDO

3yOHBIE aHOMAJIUH



CuHpgpom [layHa

Koporkue wu
IIUPOKHE KUCTH

Kiannonakrniausa

BpoxkaeHHbIN
IOPOK Cepana

MerakoJioH

Huzxun
UMMYHHUTET

CKJI0OHHOCTB K
JernKo3amM



Cunapom Ilaray

 Bnepnblie onucan beprosimnu B 1875

B 1960 rllaray  ycraHOBMJI ero
ITHOJOTMYECKYI0 CBA3b € XPOMOCOMHOH
a00epanuen 13 XxpoMoCOMBI

 llutorenernyecku cuvapom Ilaray
BCTPEYAETCHA B BH/IEe MPOCTOMN IMOJTHOM
Tpucomuulld (47XX,+13),
TpaHcJdokanuoHHoii popmbl (46,XX,t 13/21)
u mo3anunon (46, XX / 47,XX+13)



OCHOBHbIC THATHOCTHYCCKUE KPUTEPUH

cuaapoma Ilaray

YMCTBEHHOE U (pU3HYeCKOe HeIOPA3BUTHE
Muxkpouedanus
MukpoogdrajabMust

HusxkopacnoJio:xxkeHHbIe, 1e(pOPMUPOBAHHBbIEC
VIIIHbI€ PAKOBHUHBI (IJIyX0TA)

JledbeKThI KOKH M KOCTEHN yepena



HoeopowmOgEHHEIA C CHHO pOoMOomM [TaTay.

Tpuronouadanaa (0], asyCTODOHHAR ACWanMHa eBpxXHan Do v 303 (D]
YAKME M33HeE wand [§); HMakD mononosaddwa (0 1 g8 opMrpaBaHHea (3]
WIUH B8 PAKOBMHL, MMERaraHiR (3], dnasrsopHoa mNoKaHsa #MCTan,



I'unoresiopusm

OnHo- W
JBYCTOPOHHSASA
pacuieJiiHa ryobl 1 HeOa
MoanpakTniug

DjIeKCOPHbIE AHOMAJIHNU
NnaJjbleB

N3meHeHuss HOrTEH
JedexTnl
MeEKITpeacepIHon /|
MEKIKETYT0YKOBOH
IePeropoaox

MUMpoueghanus

omcymcmeue Gpoeedi



CuHgpom laTay

* IIpaBopacmoJsioxkeHHOE cepaue
* KHCTO3HBIC ITOYKH

* YIBOCHHE MOYCTOYHUKOB
 I'maponedpos u ruapoyperep
e IlymouyHasi rpbl:ka

* lloBbIlICHHAS CerMeHTALIUA sI/IEeP
HenTpPOo(PHJIOB

 Kpunropxusm

e J/IByporas Mmatrka



Cunapom Jasapiaca

e Onucan B 1960 r. IaBapacom npu
HUTOreHETHYECKOM MCCJIeI0BAHUM pedeHKAa
C MHOKECTBEHHBIMHY AHOMAJIUSIMHU
pPa3BUTHSI.

e [TouTH BO Bcex ciaydasix 00ycCJI0BJICH
npocrou TpucomMHou popmon (47,XX,+18),
Mo3aunu3M orMedaroT B 10% ciayuaen
(46, XX / 47,XX +18)



Cunapom JaBapjaca

CooTHOIIEHNE MAJBYUKOB U J€BOYEK PABHO
1:3, npuYMHBI NMpeodJaTaHUA MATOJIOTUHN Y
N€BOY€K HESICHBI.

Pacrnipeaesienue Bo3pacra Marepu ¢ JABYMH
nukamu . 25-30 m 40-45 jert

30% ymupawT B nepBblii MeCAI

50%0 - Ha BTOpPOM mH3-3a BPOXKIAEHHBIX
negexToB, 10 1 roga no:xkuBawT 0Kk0J10 1090



OCHOBHbIC THATHOCTHYCCKUE KPUTEPUH

CMHApoMa JaBapjaca
YMCTBEHHOE U

(pu3nveckoe HeIOpPaA3BUTHE

Joaunxouedanausa ¢
BbICTYNAIO MM 3aTbLJIKOM

He3zapamieHHble IIBbI U
HIMPOKHE POAHUYKHU MPH
POKICHUHA

I'unepresopusm

Boicoxkue HAATrIa3HbIE
BAJUKH

sl

Huszkopacmnoyio:;keHHbIEe
neGopMUpPOBAHHBIE
YIIIHbIE€ PAKOBHUHBI



dneKcopHoe NoNoXKeHue nanbues
Mukpo- n petporHaTtua
Ayrun Ha 3 u 6onbluem KonnyecTse NanbLes
KopoTKasa rpyauHa
OTcyTcTBME O4HOU NYNOYHOU apTepuun
OTKpbITbIK 60TaNN0B NPOTOK
[edeKT mexKXenyaouKoBOU neperopoakm




CunHpapom daBapAaca

NopakoBoobpa3Han
No4Ka

AunsepTtuKkyn Mekkens

OrpaHuyeHHasn
abayKkuua B
6eapeHHbIX cycTaBax

MbiweyHana
rmnepToHuA

[lATO4YHaA cTona u
Hapy»HaA
KOCO/1anocTb (Horu
TMNA KKaYanKn»)

'MapoamMHUOH U
MaNieHbKaA nNaaueHTa




Cunapom llleperneBckoro - TepHepa

e BriepBrie Obl onmcaH B 1925 T

e OCHOBHOM IMPUYUHOM CHHIPOMA SBJISIETCSA
OTCYTCTBUE OJHOU U3 IOJOBBIX XPOMOCOM
(kapuoTuil 45,X), BOSMOKHEI U
MOP(}OIOrHYSCKUE U3MEHEHUS X-XPOMOCOMBI
(memernyst KOPOTKUX WMIIM JIMHHEIX IIICY),

pa3IMYHbIC TUIOEI Mo3aunu3ma (45,X /46,XX;
45, X /47, XXX)



KanHuka cnHapoma LlepelwueBcKoro
TepHepa

* [1on0BON MHPAHTUAN3M, HN3KOPOCNOCTb.

* dnnudun3apHble 30HblI pPOCTA [A0Jro0 OcCTalTCA
OTKPbITbIMU, POCT 3amMelJIeH, KOHEeYHbIM POCT He
6onee 135 cm.

e XapaKTepHbIM ABAAETCA KOPOTKas LeA C HU3KOMU
JIMHNEN  pocCcTa BOMOC Ha  3aTbllke MU
KPbIIOBUAHbIE  CKNAaAKM  KOXWM  Ha  llee,
npuaatowee 60abHbIM CXOXKECTb C KCPUHKCOMY.



KanHuka cnHapoma LlepelwueBcKoro
TepHepa

* BTOPWYHbIE MOJIOBble MNPU3HAKU HE BbIPAXKEHDI,
MOJIOYHbIE eJie3bl He Pa3BMBAKOTCH, HE MPOUCXOAUT
nybepTaTHbIX U3MEHEHMUI COCKOB N apeonn.

e MaTKa HeZopasBUTa M onpeaenserca PeKkTaibHO B
Buae Taxa. Mpn nanapoTtommMm Ha mecTte SSMYHUKOB
OOHapy»KMBAOT PYAUMEHTbl M3 COeAUHUTENbHOM
TKaHMW.

 bbIBalOT NOPOKU BHYTPEHHUX OPraHOB —KOapPKTauuA
aoptbl, AMMI, OAIl, pa3Hoobpa3Hble Mno4YeyHblie
aHOMaNunu.






Pucynox 13. BonbHaa 14 ner.
CunppomMm lllepemreeckoro-TepHe-
pa. KpsinoBuaHLIe CKNAAKWU HaA
mee “ronoea cchuuaxca”



Cunapom Kinavudeabsrepa
* [lonncommAa No NO0OBbIM XPOMOCOMam
npeacTaB/ieHa Tpema BapuaHTaMu:

1) noancommna X-xpomocombl NPM MOHOCOMUMU
Y —47,XXY, 48,XXXY, 49, XXXXY.

2) noancommaA no Y npm MOHOCOMUMU
no X -47,XYY; 48, XYVYY

3) noancomma Kak no X, Tak n no Y: 48 XXVYY;
49 XXXVYYV.



e CuHaApom KnanHdenbtepa onmncaH B 1942

e XapaKTepHOM OCOBEHHOCTbIO CUHAPOMA
ABNIAETCA HeAOCTAaTOYHAaA rOPMOHA/IbHAA
aKTUBHOCTb ANYEK B nepunoae nybeprata u
noABNEHUE pAda 4YepT, CBOUCTBEHHbIX
KEeHCKOMY OpraHusmy.



CuHgpom KnamHdenbrepa

* bo/sbHblE BbICOKOrO POCTa, NPONOPLUUM Tena
eBHYXOUAHbIE, OTMEYaoTCA TEHAEHLUUU K
YKEHCKOMY CTPOEHMUIO cKeneTa (y3kme nneun,
LUMPOKUM Ta3), OT/IOKEHMUE }KMpa no
YKEHCKOMY TUNY, TMHEKOMACTHA, CKyAHaA
PACTUTENBbHOCTb Ha NNLE NN COBCEM
OTCYTCTBYET.

e [UCTONOIMYECKN B SAMYKAX OOHaApyXKMBaAIOT
PAa3/IMYHON CTEeNeHU T[UA/IMHO3 CEeMEHHbIX
KaHanbLeB, JAereHepauuto  KaHaabLEBOro
anuTenus.
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