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15.12. HaciaeacrBeHHBIE 00J1€3HU

yejioBeka. § 26, c. 92
.

OO60mas o6moaorus



HacaeacrBeHHass uHpopManus,
3JI0’KEHHAsA B XpPOMOCOMAX M reHax,
MOKET UCKAXKATHCH 110 CPABHEHUIO C

HOPMOM, BbI3bIBAsl PA3HO00Pa3HbIe

HACJIeICTBEHHbIE 3200/ 1eBaHUA




HacieacrBeHHBIE 3200J1¢BaHUSA

XPpOMOCOMHBIE L MHorogaxkTopHblie
CRISAHBE € [eHHEIE B ocHoBe dTHX
HSMEHEHHEM CBSI3AHLI C 3200J1€eBAHUM JIEKHUT
HOPMAJILHOTO _ HACJIeACTBEHHAs
S MOBPEXKICHHU
eM OTHOTO peaApPacnoJ0KEHHOCTD
CTPOCHUS
reHa

XPOMOCOM



XpOMOCOMHbIe Hac/ieaACTBeHHble
3aboneBaHun

CaMbIM cepbe3HbIM CJIeICTBUEM U3MEHEHUU XPOMOCOM
3apOAbIIIA ABJIAECTCA HEMPaBUJIbHOE (DOPMUPOBAHME €I0
OPraHoOB — KAK BHYTPEHHHUX, TAK U HAPY/KHbIX.

Hapyiaercsi cTpoeHue U padoTa roioBHOro Mo3ra,
HA0JII0IaeTCA YMCTBEHHAsI 0TCTAJIOCTh, CTPAJAIOT KaK
INPABIJIO OPraHbl 3peHus U ciayxa. OTMedarTcsa MOPOKH
Pa3BUTHSA, KAK NPABUJI0, HECKOJIbLKHX OPTraHoOB.

Cenvac u3BecTHO 00J1ee 750 XpOMOCOMHBIX AHOMAJIUH.



IIapa
I OMOJOr HYHEIX
XPOMOCOM

POJI HTENEBECKaA KJIETKA

Hepaczxoxnenue

z

T ameTrl

Crnuague
raMeT

HopmaneHaa
ramiougHasa
raMeTa

Hopmaneuaa
raniaoHgHad
raMeTa

Tpucomusa Monocomusa






(TpUCOMUS XPOMOCOMBI 2 1)

Yacrora BcTrpeuaemoctu 1 : 700

1 : 50, ecoim matb crapue 40 jger

boJiesHs xapakrepusyercs
KOMILJICKCOM (PU3UYECKHUX
AHOMAJIUU (He0OoJIbIIAas r0JI0BA,
IJIOCKOE JINII0, Y3KUU pa3pes
rj1a3, MajJeHbKMA HOC U
MOJYOTKPBITHIN POT) U
BPOKIEHHOE cJ1adoymMue.




Ilpu He pacxoKIeHUH TPeX X — XPOMOCOM BO

BpeMsl CO3PEeBaAHUA MOJOBBIX KJIETOK MOI'YT

POAUTHCH A€BOYKHU C H30BITOYHBIM HA0OPOM
[10JIOBBIX XpOMOCOM (XXX)

Y TakuXx JIeBOYEK 0TMeYaeTCHd Hedopa3BUTHE
[10JIOBBIX OPTraHOB (IMYHHMKOB), CTEPUIBbHOCTD
(0ecrionue) M HEMOJIHOLIEHHOCTH B
HHTEJVIEKTYAJIbHOM ILJIaHE



2. Cunapom Kiianngeanrepa

* B cay4ae coueraHus 1ByX X
— XpOMOCOM C Y —
XPOMOCOMOHU MOKeT
POAUTHCHA MAJIBYHK C
ABOMHBIM HA00POM X —
xpoMocoM (XXY),
CTPAJAIIUHA (PU3HYECKOU
U YMCTBEHHOHN OTCTAJOCTHIO




3. Cunapom lllepereBckoro -
Tepuepa

e Ilpu HegocTaTKe OAHOU X —
XPOMOCOMBI B FTeHOME Pa3BUBaECTCHA
HaCJIeACTBEHHOE 3200/1eBaAaHME
KeHIIMH.

* boJIbHbIE HUMEKOT MAJIbIA POCT,
HeA0pPa3BUThie BHYTPEHHUE U
BHEIIHHE M0JI0BbIE OPraHbl, CTPAJAIOT
OecruioaueM.

* MajbuyuKkHu, He UMeuue X —
XPOMOCOMbI, MOrH0AKOT HA
3apOAbINIEBOM CTAIUU




—

4. Cugpom JlexkeHa

. Cu‘pOM KO

kpuka (Cri-
Syndrome) (CHHO
00JIe3Hb KOIIAYbero KPUKa,

| ————
CHHJIpOM 1o

MMEHH OMHCABIIETO ero’ &

1963 . dppaniysckoro r

YYEHOTO0).
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[Ipu 5TOM CHUHIpOME HAOIIOIACTCS:
00I111e€ OTCTaBaHHUE B PA3BUTHH,

HU3Kas Macca IpH POXKIACHUU U MBIIIICUHAS :

JTYHOOOPa3HOE JIUIO C IIHUPOKO

pacCTaBJICHHBIMHA
XapaKTEPHBIN MJ1a4 XapaKTEPHbIN
a4 peO€HKa, HAalTOMUHAFOIIUI XapaKTEPHBIN

Ij1a4 peO€HKa, HAMOMHUHAKOIIUM KOIIaYbe MIyKaHbE,
IIPUYUHOM KOTOPOTO SIBISICTCS U3MEHEHHE TOPTaHHU (Cy
KEHUE, MATKOCTb XPAIICH, YMEHBIIICHUE
HaAropTaHHUKA, HECOOBIYHAS CKJIAA4aTOCTh CIN3UCTOU
000JIOYKH ) UJIH HEJOPA3BUTHE . IIpu3nak
MCYE3a€T K KOHILY IIEPBOTO I'OAa KU3HU.



- -
* Kilmanyeckast KapTuHa CUHApPOMA U

IIPOIOJKATEIBHOCTD XXU3HU JFOJIECU C 3TUM
CUHAPOMOM JIOBOJIBHO CUJIBHO BapbUPYET 110
COUYECTAHUIO BPOXKIEHHBIX ITOPOKOB PA3BUTHUS
OPraHOB.

e Jleuenue cumnromarnueckoe. I lokazansbl
CPEACTBA, CTUMYJIMPYIOIIHAE ICUXOMOTOPHOE
pa3BUTHE, JICYCOHBIM MacCaXk U THMHACTHKA.



I eHHbBIE HACJIEACTBECHHBIE
3200JIeBAHUA

DTO PE3yJIbTaT U3MEHEHMH ITOPSaKa
PACIIOJIOKEHHST OJTHOTO MJIM MHOTHX
HYKI1€0TU10B B 1ienouke JJHK, gro
PUBOAWT K HAPYIIICHUIO CHHTE3a OEJIKa,
CHUKEHUIO €TO0 aKTUBHOCTH

Opranusm, HeClmOCOOHbIN
00pa30BBIBATH AKTUBHYIO (DOpMY
0ejika, oOpevyeH HA THleIIb

K Haun0oJjiee pacnpocTpaHeHHbIM I'eHHbIM HACJIeACTBEHHBIM
3200/IeBAHUSIM OTHOCSATCSI CEPIOBHIHO- KJIETOYHASA aHEMHUS,
0osie3Hb Tes — Cakca, remopuiaus, GpeHUIKETOHYpHUS,
NAJIbTOHM3M (IIBETOBAas CJIEIOTA)



CeprnoBHM/IHO- KJI€TOYHASA AHEMUSI

3adoJieBaHme,
CBsI3aHHOE C
H3MEeHEHUEeM TUIIHYHOU
OKpYyIiion popMblI
IPUTPOLIATOB HA
CePIOBU/IHYIO.

boJibHBIE yMUPAKOT B
PaHHEM BO3pacre




boJje3np Tesa — Cakca

HpOﬂBﬂﬂeTCﬂ B HAPYIIICHUHA
Pa3BUTHUSA I'OJIOBHOI'O MO3r1'aA.

[IpyynHa 3aKI04acTCsl B HATUYUM
JIETAILHOTO T€HA, OTBETCTBEHHOTO
3a 00pa3oBaHuEe 0CO00T0 (hepMEHTA,
KOHTPOJIMPYIOIIETO XUMHUYECKUE
pEBpallCHUs ONPECICHHOTO
JWMKJIA B KJIE€TKaX MO3ra.

JleTu, cTpagarnime 3TumM
3a00JIEcBaHUEM, THOHYT, HE
IOCTUTHYB YETBIPEXJICTHETO
BO3pacTa
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Xapakrepusyercs MOBbLIIICHHOU
KPOBOTOYHUBOCTHIO, IJIOX0M

CBCPTHIBACEMOCTHIO KPOBH

e [lpuuuvHOH sIBJsIeTCH AedeKT
reHa, PacmoJIOKeHHOro B X —
XPOMOCOME U KOHTPOJHUPYIOLIETO
OMOCHUHTE3 0eJIKOB
OTBETCTBEHHBIX 3a
CBEpPTHIBAEMOCTh KPOBH



DeHUIKETOHYPU S

e Hapymenue o0OMeHHBIX
[POIECCOB.

e 3a0oj1eBaHHe XapaKTepU3yeTCcs
onpeaeJeHHOU (popMou
YMCTBEHHOM OTCTAJIOCTH.




JlaabTOHM3M (IIBETOBAdA CJIEINOTA)

e Illpu 1aabTOHHU3ME
YeJIOBEK HE MOKET
OTJINYATH KPACHBIN IBET
OT 3€JIEHOI'0. DTUM
neexToM 3peHus
cTpaganT okoJo 45 %
MY:K4YUH U MeHee 1%
’KeHIIUH: 5
IPOSABJICHUA
3200/1I€BAHUSA Y 2KEHIIIUH
HEe00X0AMMO /1Ba
AHOMAJIbHBIX I'€Ha, a 'y
MY’KUYHUH - OAUH




CuMnTOMBI U NPUNYUHDI.

[IprynHa TOrO WM KHOI'O BUJIA [IBETOCIIEIIOTHI -
MOJIEKYJISIpHBIE A€(DEKTHI B F'€HAaX, OTBCYAIOIIHNX 3a
CUHTE3 IIBETOYYBCTBUTEIBHBIX IIMTMEHTOB.

* Bce nmpeaMeTsl BRINISIAAT OKpaIlleHHBIMU B
pa3IUYHbIC OTTEHKH CEPOro

* Huskas octpora 3penus




Bocnpusitue Xya10:xHHAKA €
HAPYIIEHHBIM IIBETOBbIM

TecThl AJIHA OIIPCACICHUA TAJIBTOHU3MA

3peHHeM
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Various tests for color blindness




I[EU’II)TOHI/IBM B HACTOAIICC BPCMA HUKAK HC JICHUTCA.

JleyeHne

JIuna, crpagaromme JerkumMu opMaMu JaJbTOHU3MA,
y4aTcsi aCCOILMUPOBATH IIBETA C ONPEACICHHBIMU
00BEKTaMH M OOBIYHO CIIOCOOHBI ONPEACTIATh [[BETA B
IIOBCETHECBHOM KU3HHU, KaK U JIIOJIM C HOPMAJIbHBIM
nBeToomymenneM. OqHako, UX OLIYIIEHHUE IBETOB
CUJIBHO OTJIMYAETCSI OT HOPMAJIBHOTO.



MHorogakTopHbIe
HACJEeACTBEHHbIE 3200/1¢BaHUSA

boJsie3HN B OCHOBE KOTOPBIX JIEKUT HACJIEICTBEHHAS
MPeaAPacCoJ0KEHHOCTD.

OHu MOI'YT PA3BUBATHCA Y UCJIOBCKA B PA3JIMYHBIC
BO3PACTHBIC IICPHUOIbI 11O BOBﬂCﬁCTBHGM HC TOJIBKO
HACJICACTBCHHBIX, HO I 1 MHOI'HX APYI'UX CPCAOBLIX

(I)aKTOpOB, BKJIIOYAA KAK IIPUPOIAHBIC, TAK U COIINAJIBHBIC

[1o manHeIM BceMupHOM opranu3anuu
3IpaBOOXPaHCHUS OOJIEC3HU C HACIEICTBEHHOM
IPEAPACIIOIOKEHHOCThIO COCTaBIISIIOT 0osee 90 % B
00I1IEM CIIEKTPE BCEX 00JIE3HEH UeI0BEKa



MHorogakTopHbIe
HACJIeACTBCHHBIC 3200J1¢BaAHUSA

CaxapHbIi AHA0€T -
HACJICACTBCHHAaA UJIN

npuodOpereHHass 00J1e3Hb

o0OMeHa BellecTB,
00yCJI0OBJICHHASI HEIOCTATKOM B
OpraHv3Me MHCYJIHHA.

IIposiBjIeHHA: TOBBIILIEHHAS
KOHLIEHTPAIMA caxapa B KPOBH,
pe3Koe yBeJIMUeHHue KOJIUYEeCTBA
MOYH, KAXK/A, IOXYyICHHE,
¢J12a00CTh, 3YII.




MHorogakTopHbIe
HACJIeACTBEHHbIE

3200JIeBAHUA

AJIKOroJIM3M - 00J1e3Hb
XUMHUYECKOM 3aBUCHUMOCTH.

310ynorped/jieHre CNMPTHLIMHU
HANIMTKAMU, 0KA3bIBAET

MaryoHoe BJIMSIHME HA 3J0POBbE

U TPYAOCIIOCOOHOCTD YeJIOBEKA



F MHoroakTopHbIe
HACJIeACTBEHHbIE
3200J1eBAHUSI

I'MneproHnyeckas 00J1e3Hb —
3200/1eBaHUE CePACYHO-COCYTUCTOMN
CHCTEMBbI, IPUYUHON KOTOPOI0 SABJIACTCH
[epeHANPAKEHUE HEHTPAJIbLHON HEPBHOH
cucreMsbl. lIposiBiisieTcs MOBBIIIEHHBIM
apTepuaJIbHbIM JaBJICHUEM




MHorodgaxkTopHbIe
HACJIeCTBCHHbIE
3200J1eBAHUSA

AJlJieprusi — NOBbIIIEHHAA WJIN
M3BPAIEHHAS] YYBCTBUTEJIBHOCTD K
KaKOMY-JIH00 BelleCTBY —
aJlJIepreny.




