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AKxmyarvHicmo memu

BcranosaeHno, 3a ocranHi 10 pokis y 42 pa3u 30iabimaacs
KiAbKICTh PI13HVIX BaplaHTIB CIIagKOBUX XBOPOO, 3'IBVIAVICS HOB1
¢opMmM 3axXBOpIOBaHb -

-MITOXOH/APiaJIbHi,
- XBOPOOM eKcImaHcil
TPUHYKJICOTHAHUX IOBTOPIB,

10 PaHillIe He peecTpyBaaucs ado
BIIHOCHJIMCH 10 KaTeropii Xxsopoo
3 HEBCTAHOBJIEHMM JTIarHO30M.




YacroTa BpoA>KeHOI Ta CI1agKOBOI I1aTOAOTII CATa€

3 — 5% Big 3araabHOI KiAbKOCTI HOBOHAapOAXKEHNX i
3aAUIIAETLCA 3 AI0AVHOIO Ha BCE SKUTTSL.

0 3a AaHUMU eKcIepTiB BeecBiTHBOI OpraHi3ariil
oxoponu 320pos’s (BOO3), ogna aurtnna i3 100
HOBOHAPOASKEHUX CTPpa’kKAa€ Ba>KKIM CIIaAKOBUM
3aXBOPIOBAHHAM BHAaCAIAOK YPasKeHHsI XPOMOCOM.

o Ille y 15% aiteii Bagut pO3BUTKY BUSABASIOTHCS
IIPOTAIrOM Iepinux 5 — 10 pokiB >KUTTHI.

/110aMHa - HOCIV Blj YOTUPHOX 40 BOCbMU
PI3HIIX CITagKOBUX XBOPOO!
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AHOMAa/bHI KaplOTUIIN 1
XpPOMOCOMHI XBOPOOI

I Iopy1ieHHsI HOPMAaAbHOTO KaplOTUILY Y AIOAVIHIA
BI/HIKAE Ha PaHHIX CTaAlsIX PO3BUTKY OpraHi3My. Y
BIUIIaAKY, SIKIIIO TaKe [OPYIIEeHHs BUHIKAE 1PN
raMeToreHesl, B AIKOMY IIPOAYKYIOTbCSI CTaTeBl
KAITVHM OaTbhKiB, KapiOTUII 3UTOTH, 1110 YTBOpUAACA
IIpY IX 3AUTTL, TAKOXK BUABASETHCS IIOPYILIEHVIM.

IIpu moaaapmiomMy 1oaiai Takol 3UroTu BCi
KAITMHM eMOpioHa i opraniamy, 1110 3 HbOTO
PO3BUHYBCS BOAOAIIOTH OAHAKOBUM
aHOMAa/AbHVIM KapiOTHUIIOM.




| lopymiennst kapiotuiry

JIK TIpaBy/0, HOPYILEHHS KaplOTUILY
y AIOAVIHU CYIIPOBOAXKYETHCS
MHOXKVIHHIIMU BagaMU PO3BUTKY;
O1ABIIIICTh TAKMX aHOMAAIN
HEeCyMICHa 3 SKUTTSIM 1 IIPU3BOAUTD
A0 CaMOBIABHMX aDOPTIB Ha paHHIX
cTaaissx BaritHocTi. OaHaK AOCTAaTHHO
BeAlKa KiAbKICTh 1104iB (~2.5%) 3
aHOMAaAbHUMMU KaplOoTUIIaMU
AOHOIIYIOTBCS A0 KIHITSI BaIITHOCTL.




A0 XpOMOCOMHIX 3aXBOPIOBaHb BiAHOCATH POPMU
I1aTOAOI1I, 110 KAIHIYHO IIPOSIBASIIOTHCS
MHO>XVHHVMV BPOASKEHUMU BajdaMIl PO3BUTKY,
TeHeTUYHVM IPYHTOM SIKUX € BIAXVACHHA Big,
HOPMa/AbHOIO BMICTY B KAITMHAaX OPTraHI3My
KiZbKOCT1 XpOMOCOMHOTIO MaTepiaay, TOOTO
0O0yMOBA€H1 TEHOMHVIMY YV XPOMOCOMHIMU
MYTallsIMI.
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Mo3ainm3m

0 llopyimrenns KapioTuily MO>Ke BUHMKHYTU 1 Ha paHHIX
cTaaisax ApoOaenHs suroru. OpranisM, IO PO3BUHYBCA
3 TaKOI 3UTOTU MICTUTD A€KiAbKa AIHIN KAITUH
(KAITMHHIX KAOHIB) 3 pi3HUMU KapioTunamMu. Taka
MHO>XVHHICTb KaplOTHIIIB BCbOTO OpTaHi3My abo
OKpEeMIIX JIOTO OpTraHIB Ha3MBaEThCsI




XpoMOCOMHI1 a0epariii —

— 3MiHa CTPYKTYpM XpPOMOCOM, KiAbKiCTb XPOMOCOM B
KapioTuii IIpu bOMy He 3MiHIO€TbCS
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1) Henewst ; 2) dymmikamis; 3) IaBepcis;  4) Tpanciokariis



Tpu HaMbGiapmI IOIMIMPEH] XPOMOCOMHI XBOPOOM OyAM OIVcaHi y BUTAAAL KAIHIYHIX
CUHAPOMIB IIOPYIIIeHb PO3BUTKY IIle 3a40BIO A0 BCTAHOBAEHH:I 1X 3B 43Ky 31 3MiHaMI
xpomocoM. Le xsopoba JayHa, Biakpura B 1866 poui, cunapom Kaartugeasrepa,
onucanui B 1942 porii, 1 cunapowm Illepernescokoro-TepHepa

Cungpom Kaarudearrepa, 47 XXY.
Oairodpesnis (IQ -60 oa.). Bucoxuii

picT, TinoroHaau3M, cKoAios. Cunapowm Illepemrescsroro-
Autuna 3 Cuaapom Tepuepa, 45XO. Biacrae B
A ayHa 11CUXO(DI3UIHOMY PO3BUTKY,

Aedinut pocry, rinoTpixos,
HU3bKII PICT BOAOCCS Ha
111111, IIKipHI HeBYCH.



Cunagpom JdayHa

1) xapiorun: 47, XX, +21; 47, XY, +21

2) 4vacrora: 1/700 HOBOHAPOKEHM X

3) majmii yeper, IAPOKe KPyIjie 00JIUYYs; KOPOTKA IIUSA;

4) mMpoKe, MPUILIIOCHYTE MEePEHICCS;

S) kJaaKa BepPXHbOI NOBIKHU 0iJisi BHYTPIIIHHOI'0 KYTAa 0KA
(emikaHT);

6) KopoTKi hajIaHIu NAJbLIIB;
7) 3MiHHM aepMaTOrIi(iKu;

8) po3ymoBa BiACTAJICTD;

9) Bagu cepus;

10) skuTTE3AATHICTD TA
pPenpoayKIisi: B CEpeIHbOMY
15 poxkiB, piaKko 31aTHI MaTH
HAIIAIKIB




Cungpom Ilaray:
1) xapiorun: 47, XX, +13; 47, XY, +13
2) uvacrora: 1/15000 HoBoHaApOMKEHUX;
3) nedexru ouer (aHoPpranbMisa ad0
MiKpo(pTaabMisi);

4) po3liJiMHAa miaHeOIHHs (BOBYA MAIIIA)
Ta HE 3aPOCTAHHA I'y0ou (3asiua ryoa);

S) mikporsaria (Majgux Ppo3MipiB
HUKHS TA BEPXHS IIeJICIN);

6) HU3BKO po3TallOBaHi, JeopMoOBaHi
ByXa;

7) NMOJIAAKTHJIISA, CHHIAKTHJIINA;

8) mnopyumieHnHs nepmaroriigiku;

9) Baau cepus, aHOMAaJIIl BHYTPilIHIX
OpPraHiB, CTaTeBOI CUCTEMH ;

10) :xuTTE3mMATHICTH: < 6 MICALIIB




Cunapom Easapaca:

1)18 Kapiotui: 47, XX, +18; 47, XY,
+

2) 4actora: 1/5000
HOBOHAPO/AXXEHIIX;

0 3) AOBIMii BYy3bKHII Yeperr;

o0 4) Maae miadoopiaas
(MleOl‘HaTlfﬁ

5) HWM3bKO pPO3TallIOBaHIi,
AepopMOBaHI ByXa;

6) KOPOTKI I1aabIli,
10AiAaKTHUALST;

7) TIIOpyIIeHHs
AepMaToraipiky;

8) Baau cepiist, aHOMaAil
BHYTPIiIIIHIX OpTaHiB,

CTAaTEeBOl CUCTEMI;
9) KMUTTE3a4aTHICTD: <1 pOKYy




Cunapom “KoTs140ro KpMKy”:

1) xapiotum: 46, XX, 5p-;
46, XY, 5p-

2) 1aay, 1110 HaraAy€ KpUuK
KIITIKW;

3) HU3BKO PO3TaILIOBaHI,
AedOpMOBaHi ByXa;

4) wMicsriernoaioHe
00AMYYSI;

5) posymoBa Ta piznuuHa
B1ACTAAICTh;

6) JKUTTE3AaTHICTD: < 10
POKIB

Kap10THII JIBYMHKH 3 CHHJPOMOM
KOTSIYOro Kpuky 46, XX, 5p




CndApoM RO121HM010 RPVIRKY .




Cunapom lllepenieBcbKOI0-
Tepuepa:

1) kapiorun: 45, X0

2) yacrorta: 1/2000

OBOHAPOIKEHMX;

3) HU3bKHUM 3PICT;

4) KpUJIOMOAIOHI CKJIAAKM HA IIMI;

S) HU3bKHUH PiCT BOJIOCCS HA

OTHJIMIII;

6) HeIOPO3BUHEHI MOJIOYHI 32J103M;

7) HeIOPO3BUHEHI SICYHUKM;

8) Ik NpaBUJI0, HOPMAJIbHUHA
D03YMOBHU PO3BUTOK;

9) 0e3mriaas




Cunapom tpucomii-X:

1) kapiorun: 47, XXX

2) yacrora: 1/1000
HOBOHAPOIKEHUX

3) BUCOKMIA 3PICT, XyAOPJIABICTD;

4) NOpyuIeHHS CTATEBOI0
PO3BUTKY (MEHCTPYAJIbHOIO
UKy, PAHHIN KJIIMAaKC);

S) HOpMAJILHUM IHTEJIEKT;

6) penpoaykuiHa 31aTHICTh
oOMeKeHa




C 11-X
Cunapom Tpucomii 9p. I'imeproaepnsmm,
IITO3,eIliKaHT, 10y Aert0AiI0HUI HiC
KOpOTKMII (PiabTp,BeAMKi HU3BKO
pO3TallIoBaHl BYIITHI paKOBVMHM , TOBCTI

ryO11, KOpOTKa IIV.

a - AuTHHA 3-X POKiB , 0 — XiHKa 21 pik




Cunapom Kinavndeabrepa:

1) kapiorun: 47, XXY

2) yacrora: 1/2000
HOBOHAPO/IKEHHUX;

3) BUCOKMM 3PiCT;

4) nOBri KiHIIBKH, BEJIUKI KHUCTI
Ta CTYIIHI;

5) riHekoMacTis;

6) rinmonJiasisi I€40K, a30CHepmis;

7) oe3nriaas




Kapiorun yonosika 3 cuaapomoM Knaitndpensrepa 47, XXY



Cungpom Kaanndeasrtepa, 47 XXY.
Oairodpenis (IQ -60 oa.).
Bucokui picr, rinoronaausm, cKOAios.

Cunapom Kaarnndeanrepa. Bucokuin picr,
IriHEKOMAacCTIsI, OBOAOCIHHS 3a >KIHOYNM
TUIIOM



AHOMaAIl ayTOCOM

1 AHOMaail ayTOCOM MOXKYTb OyTH pi3HOTO TUILY
— TPMCOMII, MOHOCOMII, @ TAKOXX ITIOPYIIIEHH:I
CTPYKTYypM OKPEeMUX XpOMOCOM (TpaHCAOKaLil,
AeZeltii, pparmMeHTallii, KiableroaioHi
XpOMOCOMM TOIO), MO3ainu3M. [lopymenn: y
BeAVKIIX 1 CepeAHIX XpOMOCOMax B pe3yAbTari
HEPO3XOAKEHHS B MeJ1031 1 YTBOPEHH:I
TPUCOMII HPU3BOAATH A0 Ypa>keHHsI I1104a,
HECYMICHOTIO 3 SKUTTSIM, 1 € IIPUYMHOIO
CIIOHTaHHNX a0OPTiB 1 MEpPTBOHAPOA>KEHb.

10 — piunmin xaomauk 3 Tpucomi€ro 8.
PosymoBa BigcTaaiCcTh, BeAMKI BYIIIHI
PaKOBUHMU 3 CIIPOILEHNM MaAIOHKOM.



Tpucomis 8 (Mmosainmsm). BusepHyTa
HVKHsI TyOa, eIMKaHT, aHOMaAbHa BYIIIHA
paKOBIHA

KonrpakTtypu Mix ¢pasaaHroBnx cyra00is
ripu Tpucowmii 8




Cunapom Mappana

HaAE€XUTDb A0 CIIaAKOBVIX 3aXBOPIOBaHb, IIOB I3aHUX 3
IIOPYLIEHHAM OOMiHYy CIIOAYy4YHOI TKaHVHI.
CUMIITOMOKOMIIZEKC KPIM SIBHIX CKe/AEeTHIX aHOMAaAll
BKAIOUA€ Ps14 3MiH 3 OOKy 1HIIIMX OpTaHiB i CUCTEM IO
IIPUBOAUTD A0 1HBAAIAHOCTI: IIOPYIIIEHHS 30PYy, CepLIeBO-
CYAVIHHOI CHICTeMI, A€T€Hb

ITiaABMBUX KpUILITaAUKA Y AUTUHU 3
cuHApoMoM MapdgaHa.




S3OBHIIIHIN BUTASAA AIT€ 3 CUHAPOMOM

Mapdana

ILa0cTOCKOMIICTh Ta apaxXHOAAKTUALA IIPU
cuHapoMmi Mapdana.



OAKOMATO3N
HEVIPOMATO3 (XBOPOBA PEKAIHTAY3EHA)

ITe CIIagKOBa ITaTOAOTis, ITOsIBaA SIKOI IIOB sI3aHa 3
TeHeTMYHOIO MyTalli€lo B 17-i11 abo 22-i11 XpOMOCOMi.
Pu3suk HapOA>KeHH:I XBOPOL AUTUHU Y CIM'1, A€ OAVH 3
OaTbKiB CTpa’kAa€ Big 1IbOTO 3aXBOPIOBAHH!,
ctaHoBuTh 50:50.

OzHak BapTO 3a3HA4YNTH, 1110 B AESIKVIX BUIIaAKaX
3aXBOPIOBAHHS MO>Ke BUHMKATU i 0e3 00T KeHOl
CIIaAKOBOCTI, BHAaCA1AOK BUHMKHEHHS BUIIaAKOBO1
(CIIOHTaHHOI) MyTaril.




Ta opmms mommu AKI - 31e011bIWOoro
MOPYWEHHAM iX QYHKWI 4 HaBiTh

"= YYIOBHCBKO, 1020S ~ MOHATTA, BUCHHS).

' Baau po3BuTKY - NOWMpEHHi BWA Maro/orii, nuToMa para
B 3arajibHiil monyasAuil KOJMBAETHCA B PI3HMX KpaiHax, 3a
nammu BOO3, Bin 2,7 1o 16,3% i Ma€ TeHACHLIIO 10 3pOCTAHHSA
OCTAHHI ICCATHPIYYS.




Mopywets

Arenesin Ta anaasis

Finonnasia

Fineprpodin

lereporonts

Exronis Ta gucronia

Arpesis

Bapa poasurky

MoBHa BIACYTHICTS OPrasy

HeA0CTaTHIN POIBUTOK MACH OPramy, OKPEMMX HOrO HaCTHH ab0 BCHOrO Tina
HaaMipuit po3BHTOK OPraHy 3a paxyHox 3inbiwennn Horo ob'emy abo xinbkOCTI KAITHHHOI MacH
HaneMICT KOMNAGKCY KAITHM, HACTHN TKAHMH 300 OPrany 8 IHWMX TXAMMMAX 441 OPraHax

HeHopManbHa MOKANI3aUin Opramy

3POLLEHHA OTBOPIB YK KANANIB OPranie

MoABA B MOAMHM TKAHHHHIX CTPYKTYP Y MICUAX, A€ BOKM € Y TBAPHH




aHeHuedanis uMkKnonis

Hopmanuunii pasmep ronopm Mukpouedannn
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