Tema:
I enemuka uenoeexka

3apayu:

[1aTb xapakTepuCcTMKy OCHOBHbIM
METOAaM N3Yy4YeHUs reHeTUKMN YenoBeKa

Ilumenoes A.B.



OcobeHHOCMU U3yYeHUs 2eHemuKu Yerioeeka

B HacTosdLwwee BpeMsi rmaBHbIM O0ObEKTOM
reHeTU4YeCcKnx nccnegoBaHUin CTAaHOBUTCH
yernoBek. [1Ns reHeTn4YecKnx nccrnegoBaHnm
4yerioBek sIBNSeTCA 04eHb HEYAOOHbIM
OOBEKTOM MO psAY NPUYNH:

- Yy YernoBeka 60mnbLoe KOM4YeCcTBO
XPOMOCOM,;

- HEBO3MOXKHO 3KCMNepuUMeHTanbHoe
CKpeLLMBaHUE;

- N034HO HACTyMaeT rnosroBada 3pesyioCTb,
- Marnoe 4Yncno rNOTOMKOB B Ka)X0ON CEMbE;

- HEBO3MOXXHO ypaBHUBaHNE yCﬂOBMIZ XN3HN
a4 NoTOMCTBaA.




MeTton

CyuwHocTb meToga

LintoreHetnyeckmun | OkpalumBaHue U paccMaTpuBaHue rnog MUMKPOCKOMOM
XPOMOCOM.
[eHeTuyeckmn Cucrtema ckpelmBaHuii reHeTUYECKN Pa3HOPOAHbIX
aHanua OpraHM3MoB 1 aHanu3 Nofy4YeHHoOro NOToOMCTBa.
MeHeanornyeckmn | W3yyeHue poagoCcnoBHOM ANs BbISBEHMSA pacnpoCcTpaHeHus

Kakoro-nmbo npusHaka unm HacneacTBeHHOro 3aboneBaHus.

BrnuaHeuosbin

CpaBHeHue xapaktepa NposiBNeHust OAHUX N TEX XKe
NPU3HaKoB y 6nn3HeLoB.

Buoxumuyeckum

BbisiBneHne HapyweHnss obMmeHa BeLeCcTB Npu HEKOTOPbIX
HacnencTBeHHbIX 3aboneBaHuaXx.

MeToabl reHETUKN.
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[eHeasniocuyeckuu Mmemoo

ENOROE O
1 2 3 4 5

O OO O
6 7 8
9 10 11
My>x4unHa;
KeHwmHa;

[Mon He BbISAICHEH;

O6napartenb n3yyaemoro
npu3Haka;

[eTepOo3nroTHbIN HOCUTESNb
N3y4aemoro peLecCcuBHOro
reHa;

bpak;

Bpak My>X4uHbI C ABYMS
KEHLLUMHaMW;

PoacTtBeHHbIN Bpak;

PoouTtenu, 0etn n nopsiaok mx
poXOeHus;

PasHosanuesble 6nnsHeLbl;
OpHosnueBble 6rnaHeLbl.

OpgHako, HECMOTPS Ha 3TU TPYAHOCTU, reHETUKA
YyerioBeka 4OCTaTOMHO XOPOLLO U3ydeHa. JTo
OKasanocb BO3MOXXHbIM Briarogaps
NCNOSIb30BaHMIO pasHOobpasHbIX METO40B
nccnenoBaHuA.

[‘eHeanozuyeckuu memod. Ycrnonb3oBaHWe 3TOro
METO4a BO3MOXHO NULLb B TOM Crlyyae, Koraa
N3BECTHbI NPsSIMble POACTBEHHUKU — NPEaKU
obnagaTensa HacneacTBEHHOro nNpu3Haka
(npobaHOa) N0 MaTepPUHCKOWN N OTLIOBCKOWN
NNHNAM B psigy NOKOSTIEHUI UMK MOTOMKM
npobaHaa TakKe B HECKOSTbKMX MOKONEHMUSX.
[MpobGaHa — YenoBekK, C KOTOPOro Ha4YMHaeTCs
reHeTn4yeckoe obcrieqoBaHMe ceMbi U
coCcTaBneHmne poaoCnoBHOMN.

[Mpn cocTaBNEHUN POOOCIIOBHbIX B rEeHETUKE
NCrNonb3yeTcsa onpeneneHHaa cucrema
ob6o3Ha4veHun. [locne coctaBneHnst poaocsiOBHOM
NPOBOAUTCS €€ aHanu3 C Lernblo YCTaHOBMNEHNS
XapakTepa HacnegoBaHUsl U3y4aemMoro npusHaka.



[eHeasniocuyeckuu Mmemoo

Xh - remoounnus (XH - HopMa)
Xd - AAnNbTOHM3M (X~ - HopMma)

XS - TEMHbIE 3YObl (XS - Hopma)

yg - runepTpuxos (Y - Hopma)

VP NnepenoHKn Mexay
naneuamm Hor (Y - Hopma)

Llenbin pag npusHakos
HacreayeTcs cuensieHo C NosfioMm:

X-cuenneHHoe peLeccmBHoe
HacrnegosaHne — remodunus,
AanbTOHN3M; X-cuenneHHoe
JOMMWHAHTHOE HacneaoBaHUe —
TemMHasi amanb 3y6o0B.

Y-cuenneHHoe — rmnepTpmnxos
(MOBbILLEHHOE OBOSIOCEHNE YLLIHOMN
PaKOBUHLI), MEPENOHKN MeXay
nansuamu.



[eHeasniocuyeckuu Mmemoo

Onpegennte, AOMUHAHTEH NN PELLECCUBEH OaHHbIN MPU3HaK?

boribHbIe 8 Ka)XOoM rokorieHuu, 6onbHoU pebeHOoK mosibKo y 60rbHbIX podumernel
— 3Ha4yum 3mo OOMUHaHMHbIU 2€H.

OTOT NPU3HaK CLENMEH C NOMOBLIMU XPOMOCOMaMu UM ¢ aytTocomamm?

C aymocomamu, mak Kak borerom 8 pagHouU cmereHuU U MYy>XYUHbI U XXeHUWUHBbI.
Onpegennte reHoTunbl ocoben No AgaHHOMY NMPU3HaKky (FrOMO3UIOTHOCTD,
reTepo3nroTHoOCTb). CBOU paccyXaeHust NOACHUTE.



[eHeasniocuyeckuu Mmemoo
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Onpenenute, LOMUHAHTEH UM PELECCUBEH OaHHbIN NPU3HaK?

borbHble He 8 KaxXOoMm riokorneHuu (18—-23), 6ornbHoU pebeHOK y 300p08bIX
pooumerneu (17-18) — 3Ha4um amo peueccusHbIl 2€H.

OTOT NPU3HaK CLUENSIEH C NOSI0BbIMM XPOMOCOMaMn Uinn ¢ ayTocoMammn®?

C aymocomamu, mak Kak borerom 8 pagHouU cmereHuU U MYy>XYUHbI U XXeHUWUHBbI.
Onpegenute rae BO3MOXHO reHOTUNbI 0coben No JaHHOMY NPU3HaKy
(rOMO3UIOTHOCTb, FETEPO3UTOTHOCTL). CBOU paccyXaeHUst NOSACHUTE.



[eHeasniocuyeckuu Mmemoo
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Onpegennte, LOMUHAHTEH NN PELECCUBEH OaHHbIN MPU3HaK?

borbHbIe 8 Ka)XXO0oM roKorieHuu, 6onbHoU pebeHOK mosibKo y 60rbHbIX pooumerneu
— 3Ha4yum amo OOMUHaHMHAbIU 2€H.

OTOT NPU3HaK CLENSEH C NOMOBLIMU XPOMOCOMaMu UM ¢ ayTocomamm?

C aymocomamu, mak Kak bornerom 8 pagHouU cmereHU U MYyXXYUHbI U XXeHUWUHBbI.
Onpegenute reHoTUrnbl ocoben No gaHHOMY rMpu3Haky (roMO3UrOTHOCTb,
reTepo3nroTHoOCTb). CBOU paccyXaeHnst NOACHUTE.
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Onpenenute, AOMUHAHTEH UIN PELIECCUBEH OaHHbIW NPU3HAK?

boribHbIe HE 8 KaXXOoM roKosieHuu, 6osibHou pebeHoK y 300po8bix pooumereu —
3Ha4Yum 3mo peueccusHhbIl 2€eH.

OTOT NPU3HaK CLENMNEHHbLIM C NOSIOBLIMY XPOMOCOMaMW UK C ayTocoMamMmn?

C nonoskiMu xXpoMocoMamu, mak Kak 6orerom 8 0OCHO8HOM MYKYUHbI.

B kakon nosioBom XpOMOCOME HaxoaUTCH reH, OTBevaroLlwmin 3a AaHHbIN NPU3HaK?

B X-xpomocome, mak Kak amom rpu3HaK rposiernisemcs y My>XX4uH U XeHuWuHbl NeT.
OnpegenuTe raoe BO3MOXHO reHoTUMNbl 0coben No JaHHOMY NPU3HaKy
(rOMO3UrOTHOCTb, reTepPO3NroTHOCTL). CBOU paccyXaeHnA NoACHUTE.



[eHeasniocuyeckuu Mmemoo

FlpKVIM npuMepom X-cuenneHHoro peueccnuBHONo Tnna HacJsieaoBaHUA ABJITAETCA
HaclrenaoBaHne FeMOd.')MJ'II/II/I B LUAPCKNX AOMaXx EBpOFIbI.

Koponeea Bukropua B AHrnun O-l- .I'emod)vmmx O HKeHwuHa

d) |£I l é HOCUTENDb
imca' dpepepuk

Bunbam ﬂ?ononbp, Beanulcca

O O O OIMOOO miufeyn] 1

I/IpeHa AnekcaHgpa | Hukonaii |1 Anuca Bukropua- Anbcbonco Mopuc
EBreHus
B McnaHMM
pom 66066m omn mOoOoUm
Bonbaemap leHpu Anekcei BuckoHT AnbcoHco
B [pyccun B lNMpyccun B Poccum TpemaraH B icnaHun

Acnonb3oBaHue reHeanorn4eckoro MeToga nokasano, 4YTto rnpu pogcTBEHHOM
bpake, N0 CpaBHEHWNIO C HEPOACTBEHHbLIM, 3HAYMTENLHO BO3pacTaeT BEPOSATHOCTb
nosBfeHNs ypoacTs, MEPTBOPOXAEHUN, paHHEWU CMEPTHOCTU B NOoToMCTBE. B
POLCTBEHHbIX ODpakax peueccuBHble reHbl Yalle nepexogsat B roMO3UroTHoe
COCTOSIHWE, B pe3yribTate pa3BMBalOTCA Te UITN UHble aHOManuu.
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UTO MOXHO cKasaTb O HacrnegoBaHUM OaHHOMo nNpusHaka?

borbHbIe 8 Ka)xXO00oM rokorieHuUU, 6orernm morsibKo MyXXYUHbI, 3Ha4um 3mom
rpu3HaK cuersieH ¢ rosiom.

[aHHbIN NpU3HaK cuenneH ¢ X- unu Y-XxpomMocomMomn?

C Y-xpomocomod, y 605ibHbIX My>X4YUH 6071IbHbI 8C€ CbIHO8bSI, 8EPOSMHOCMb
HacrnedosaHus 100% (2onaHOpuyYeckul mur Hacriedo8aHUSs, 2eH pacriofioXeH 8
Hea20MOos102U4HOM y4acmke Y-XpoMOCOMbI).

Kakon npusHak Hacnegyetcs No gaHHoOMY Tvny?

[unepmpuxoas.
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[eHeanoau4yeckuu mMmemoo

Mo dyTOCOMHO-OOMUNHAHTHOMY TUNY HACNeayrnTCA.

nonuaakTunus, 6paxmaakTunms (KopoTkonanochk, 00ycroBrneHHas OTCYyTCTBUEM
cdanaHr Ha nanbLax), BO3MOXHOCTb CBEPTbIBATb A3bIK B TPYOOUKY, BECHYLLKW,
paHHee obnbiceHne, kKapue rnasa, BOMHUCTbIE BOMNOCHI.

OTcyTCTBME BECHYLLEK, ronybble rnasa, npsiMble BONOCh!, anbOUHU3M, pbikue
BONOChI U ApYyrMe Npu3Haky HacneayTcs Kak aymoCoOMHO-PEUECCUBHbIE.




[JOMWHaHTHBIN reH A, onpegensiowil TEMHbIW UBET BOMOC, NogaBnseT NposBneHne peueccuBHOro reHa a,
onpegensioLwlero CBeTNbIW LUBET BOMOC.



[JOMUHaAHTHbIE NMPU3HAK PeueccuBHble NMPU3HAKWU

MonHbie rybol. ToHkue rybbi.




[JOMUHaHTHbIE NMPU3HAaKK PeueccuBHble NpU3HaKku

TemHasa koxa. CeeTnas Koxa.




[JJOMUHaHTHbIE NPU3HAKW PeLeccuBHbIe NpU3HaKku

Kyp4asbie BONOCHI. Mpsimble BONOCHI.




[JOMUHaHTHbIE NMPU3HAKW PeLeccuBHble NpuU3HaKku

OTcyTCTBUE BECHYLLEK.




AnNbOVHN3M — peLIECCUBHBIN
Npu3HaK




[loOsedem umoau:

UTo 3aTpyaHsIET N3yvyeHne reHETUKM YenoBeka?

Y yenoeseka b6onbuwoe KOU4Yecmeo XpoOMOCOM, HEBO3MOXHO
3KCrepuMeHmarbHoe cKpeuwjusaHue, rno30HO Hacmyrnaem rosiogasl 3pesiocme,
Marioe 4Ucrio romoMKo8 8 Ka)xXool ceMbe, HEBO3MOXHO ypasHuU8aHuUe ycroeuu
XKU3HU O nomomcmea.

KTo Takon npobaHg?

Uernogek, ¢ Komopo2o Ha4uHaemcs 2eHemu4yeckoe obcriedogaHue cembu U
cocmaerieHue podocrio8HOU.

Kak no pogocnosHoW onpeaennTb, AOMUHAHTEH UIMN PeLEeCCUBEH OaHHbIN
NpU3HaK?

borbHblIe 8 Ka)xXO0oM rioKosieHuU, 6oribHoU pebeHOK morbKo y 60s1bHbIX
podumerned — 3Ha4um 3mo OOMUHaHMHbIU 2€H.

borbHble HE 8 Ka)xXOoM rioKosieHuu, 6orbHoU pebeHOoK y 300p08bix pooumereu —
3Ha4Yum amo peyeccusHhbIl 2€eH.

Kak onpegenntb No pogocrnoBHOW, NPU3HaK CLENSIEH C ayTocoOMaMn Unu ¢ X-
XpPOMOCOMOWN?

Ecnu Hocumensamu rpu3Haka 8 pasHol cmerneHu S8r1siomcsi 0cobu My»XcKo20 U
JKEHCKO020 r1ofia — 3Ha4um rpusHak cuersiieH ¢ aymocomamu,

Ecnu rnpu3Hak eopa30o vauwie rnposieriiemcsi y ocobeul MyKcKo2o — amo X-
cUereHHbIU peueccusHbIl rnpu3Hak



[loOsedem umoau:

Kakne npmnsHaku HacnegyrTca no X-cuensieHHOMY peLecCuBHOMY TUMy?
[emogburiusi, darbmMoHU3M.

Kakne npunsHaku HacrneayrTcs rno X-cuensieHHOMY JOMUHAHTHOMY TUny?
TemHas amarb 3y608.

Kak onpegenntb cuenneHne npusHaka ¢ Y-XpoMocomMon?

Ecrniu Hocumensamu rnpusHaka S6/1s1omcsi UCKIIoYUmeribHO ocobu My>KCKo20 riosia
— 3Ha4yum rpu3Hak cueriyieH ¢ Y-xpomocomou.

Kakue npusHaku HacnegyroTcs rno Y-cuensieHHoOMY Tuny?

[unepmpuxo3s, nepernoHKU Mexxoy rnanbuyamu Hoa.

K ayTOCOMHO-OOMWUHAHTHBIM NPU3HaKamM OTHOCSHTCS:

BecHyLlKM — OTCYTCTBUE BECHYLLEK; Kapue rnasa — CBeTSible rnasa; npsimble
BONOCHI — KypYaBble BOSIOCbl; HOpMarnbHada NUrMeHTauus — anbONHM3M; paHHee
obnblceHne — OTCYTCTBME NbICUHDI;

BecHyuwku, kapue arna3sa, Kyp4yasble 80710Cbhl, HOpMaribHasi nuaMmeHmauus, paHHee
obribiceHue.

K ayTOCOMHO-peueccnBHbIM NpU3HaKamMm OTHOCHTCS:
[MonnaoakTnnuns — HopmMarbHOE KONMMYECTBO NanbUEB; bpaxnaakTnnmns —
HOpMarsibHble narsiblbl; CNOCOOHOCTb CBEPTLIBATL SA3bIK B TPYOOUKY — OTCYTCTBUE
9TOM CNOCOBHOCTU; HEPLIXKME BOMNOCHI — PbiXKMUE BOMOCHI.

HopmarbHoe Konuvyecmeo narsbues, HopMmalsibHble rnasbubl, omcymcmeue
criocobHocmu ceepmaeigeams 53blK 8 mpyboyKY, pbiXKUe 80J10Chl.



briuszHeuyamu Ha3bIBaOT OQHOBPEMEHHO poauBlmnxca aeten. OHM bbiBatoT
MOHO3U20MHbIMU (OOQHOAWLEBBLIMWN) U QU3U20MHbIMU (Pa3HOANLIEBLIMM).
MOHO3UroTHbIE BIM3HELLI Pa3BMBAKOTCA U3 OLHOM 3UrOThbl, KOTOpasi Ha CTagun
apobneHus pasgenunacbk Ha ase (Mnu bonee) yacten. Noatomy Takme
GrIM3HeUbl reHeTUYECKN MOEHTUYHBI M BCerga o4Horo nosna.



briusHeyosbii Memoo

MOHO3MroTHble BNU3HELI XapaKkTepm3yHTCA
OONbLLUOW CTENEHLIO CXOACTBA
(KOHKOpPOaHMHOCMEH) N0 MHOTUM
NpU3HaKkam.

[1o TeM npusHakam, KOTopble
KOHTPONUPYIOTCA reHaMn, CXO4CTBO
coxpaHsieTca 0 rnyboKon CTapocTu.



AnsnrotHble GnnaHeubl MOryT ObITb Kak O4HOro, Tak U Unu pasHoro rnona. B
OTNNYNE OT MOHO3UTOTHbLIX, AN3UTOTHbLIE BNIM3HELbI YAaCcTO XapaKTepusyTcH
OUCKOPOaHIMHOCMbK — HECXOACTBOM MO MHOMMM Npu3Hakam.



briusHeuosbiu Mmemoo

KoHkopaaHTHOCTb, %
MpusHaku MoHo3uroTHble | [Qu3nroTHble
Onu3Heubl onusHeubl
HopmanbHble
"pynna kposu (ABO) 100 46
LiBeT rnas 99,5 28
LiBeT BONOC 97 23
[NaTonornyeckune
KoconanocTtb 32 5
"3as4ybsa ryba" 33 5
BpoHxuanbHas actma 19 4.8
Kopb 98 94
Tybepkynes 37 15
anunencus 67 3
LLInsocpperHuns 70 13

[1o BCeM NpmBeaEHHbIM MPU3HaKaMm KOHKOPAAHTHOCTb Y MOHO3UIOTHbIX
O6rnM3HEeLOoBbIX 3HAYMUTESBHO BbIlWE, YEM Y AN3UTOTHbIX, OAHAKO OHa He ABSIETCH
abcontoTHoW. Kak npaBuno, AMckopgaHTHOCTb OAHOAMLEBBIX BIIN3HELIOB BO3HMKAET
B pe3ynbrarte HapyLweHUn BHYyTPUYTPOOHOro pasBmnTuUsa OOQHOro U3 HUX Unu nog
BNUAHMEM BHELLUHEW cpeabl, ECN OHa Oblna pasHom.



briusHeuosbiu Mmemoo

KoHkopaaHTHOCTb, %
MpusHaku MoHo3uroTHble | [Qu3nroTHble
Onu3Heubl onusHeubl
HopmanbHble
"pynna kposu (ABO) 100 46
LiBeT rnas 99,5 28
LiBeT BONOC 97 23
[NaTonorn4yeckune
KoconanocTtb 32 5
"3asa4yba ryba" 33 9)
BpoHxnanbHasa actma 19 48
Kopb 98 94
Tybepkynes 37 15
anunencus 67 3
LLInsohpeHus 70 13

bnarogapsi 6nnsHeuoBoMy meTtoay, 6bina BbiIsCHEHA HacneaCcTBEHHAd
nNpeapacnonoXeHHOCTb YenoBeka K paay 3abonesaHum: LLN3odpeHnn, YMCTBEHHON
OTCTasiocTu, anunencumn, caxapHomy anabeTty u apyrux.

HabntogoeHnsa 3a MOHO3UITOTHbIMK Brn3HeLamMu garT MaTtepuan anst BbIACHEHUS
pPONM HacneacTBEHHOCTU U cpeldbl B pa3BUTUKN NPU3HAKOB. [lpnyem nog BHELLHEN
cpenon nNoHUMarT He TOMbKo dmnandeckmne paktopbl cpeabl, HO 1 colunarnbHble
yCnoBwus.



LlumoeeHemuyecKkuu memoo

L{lumoeeHemuyeckuti Memood
OCHOBaH Ha U3y4YeHUu
XPOMOCOM YerioBeka B HOpMe U1

npu natonorun. B Hopme
KapuoTun YyenoBeKka BKIto4YaeT
ii 46 xpomocom — 22 napbl
ayToCOM U OBe NonoBble
XPOMOCOMb!.

2

cnonb3oBaHWe OaHHOro
MEeToAa NO3BONUMO BbISIBUTb
rpynny 6onesHen, cBsA3aHHbIX

13 14 15 16 17 18 nmbo ¢ naMeHeHnem 4ymcna
%%8 gggg %% %% XpOMOCOM, Nn60o C
N3MEHEHUNSAMU NX CTPYKTYPHI.
19 20 21 22 gé 23 PYKTYP



NMuwnsas

XPOMOCOMa

8 13-n—I18-i

napax senér
K ypomcrsam.
Mnagenyp!

norubaior
B nepsbie
Hegenu vunu
Mmecauybl
WMU3HMA.




1 ){n KR A it

x& A8 XK %X

KX K& 4K

(\"\ AN AA AR AR A¥
3 | 4 ] ?

" Y, ! AA AA Ax

o

Hanpumep, aeneyus gnuunoro nneva xpomocomsi 18- napw ssissisaer
Y pebénka mHOrMe HEeHOPManbHOCTH B (PUIMYECKOM PAIBUTHN W YMCT-
BEHHYI0 OTCTanocTe. XapakrepHsl npu 3tom 3abonesanum HM3IKO noca-

MEHHbIE YLUM.




L{umoeeHemu4yeckul Mmemoo

Takune 6onesHn NonNy4Ynnm HasBaHme xpomMocoMHbIX. K nx
4ynucny oTHocATcs: cmHapoM KnanHdenstepa, CMHAPOM
LLlepelueBckoro-TepHepa,

BornbHble ¢ cuHgpomom KrnanHdenstepa (47,XXY) Bceraga
MY>XUnHbI. OHU XapaKkTepusyrTcs HeLopas3BUTMEM NOSOBbIX
Xenes, nereHepaumen ceMeHHbIX KaHanbLeB, 4acTo
YMCTBEHHOW OTCTanoCTbi0, BbICOKMM POCTOM (3a cYyeT
HernponopLMoHasribHO ASIMHHbIX HOT).

JNInwHaa X-xpomocoma KoHOeHCcUpyeTca B TenbLe bappa.
Tenbua bappa obHapyXMBaKTCA B XXEHCKUX KIETKax N B
KneTkax 60nbHbIX ¢ cnHagpomoM KnanHdenesrepa.

Tensue bappa

46, XY (N_1= 468X (nv-1=-1
45, X W=1=0) 47.Xv( )

47, 88X (nv-1- 48 BAEAX (v_1-3
48, E4EI XY (Ne=1212) 49.xv( )



LlumoeeHemuyecKkuu memoo

44+ XY 9 44+ XX i i

22+ 25| | 22+ E; -
°’ (s
47; XXY — cuHgpom KnanHdenbsrepa;

45; XO — cunapom LepelueBckoro-TepHepa;

/<¢ 47; 21,21,21 — JayHa.

010!




LlumoeeHemuyecKkuu memoo

Cunapowm Lepeluesckoro-TepHepa (45; X0)
HabntogaeTcs y XeHWwmH. OH NposiBNseTcs B
3amMeanieHnn nNonoBOro Co3peBaHunsl, Heaopa3BUTUN
NOSOBLIX Xenes, ameHopee (OTCYyTCTBUK
MEHCTpyaunn), 6ecnnoguu.

>KeHuwmHbl ¢ cuHapomowm LLlepewiesckoro-TepHepa
NMEIOT Marsiblil POCT, TENO ANCNPONOPUNOHANbHO —
bonee pasBuTa BEPXHSAS YacTb Tena, nneyvn
LLUNPOKKUE, Ta3 Y3KNN — HMKHNE KOHEYHOCTH
YKOPOYEHbI, LLEest KOPpOTKasa CO CKIagKkamu,
"MOHrosilongHbIn" paspes rnas u pag apyrux
NPU3HAaKOB.

fapo
% Uuronnasma

Tenbue bappa

46, XY (y-1-=0 46,BX (ny-1=21
45.X (N ) ( )

47, ;XY

47, FBA X o 48, BAEIE3 X A3
48, B9EI XY W=l 49, B3EAR3 XY W )



Puc. 5-8. Mukpodortorpadus snurenu-
aJIbHBIX KJIETOK CIM3UCTOM ILIEKH MYXKYH-
HBl (BHU3Y, Teiell bappa He BUIHO) M
JKEHLIMHBI (BBEpXY, CTPEJKOM IMoOKa3aHO
tenblie bappa). MHakTMBUpOBaHHY10 X-
XpPOMOCOMY Ha3bIBalOT TAaKXe IOJOBBIM
XPOMAaTUHOBBLIM TenblieM. (Pomozpaghus:
Stuart Kenter Associates.)




Aapo
LiuTtonnasma

A6, XY gt
s BV et )

47, B 88X  (ny_1=2 48, BAEIIX (ny_1-3
48, E4B3 XY ( ) 49, BIE3ES XY ( )

Puc. 5-9. Tenbua bappa B 4e0BeYeCKMX KJIETKAX C pa3IMYHbIM KapuoTunoM. MHakTuBHpO-
BaHBI Bce X-XpOMOCOMBI, KpoMe omHoi: (N—1).



L{umoeeHemu4yecKkulu Mmemoo

CrubaTenbHble CKnagkyu Ha nagoHu
N MU3NHLUE Y HOPManbHOro YenoBeka
(1) v 6onbHoro ¢ cuHapomom [ayHa (2)

CuHgpowm [layHa — ogHa 13 camblX 4acTo
BCTPEYaoLWMXCA XPOMOCOMHbIX 6onesHen (1:774).
OHa pasBuBaeTcs B pesyrnbraTe Tpucommn ro 21
xpomocome (47; 21,21,21).

BonesHb nerko AMarHOCTUPYeTCs, Tak Kak UMeeT psf
XapaKTePHbIX MPU3HAKOB: YKOPOYEHHbIE KOHEYHOCTH,
ManeHbK1IA Yepen, NNOCKoe, LLMPOKOe NepeHoChe,
y3KMe rMnasHble LLENn ¢ KOCbIM pa3pe3om, Hanndmne
CKMaaKkn BepXHEro Beka, ncuxmyeckas oTcTanocTb.
YacTo HabntogaTcs U HapyLLEHUS CTPOEHUS
BHYTPEHHMX OpraHoB.

[MpOoOOMKNTENBHOCTDL XN3HW B3POCSIbIX C CUHAPOMOM
[ayHa yBenuumnacb — Ha CerogHsaWHNUM geHb
HOpMarbHas NMPOOOIMKUTENBLHOCTL XN3HM 6onee 50
net. MHorne noan ¢ JaHHLIM CUHAPOMOM BCTYMatoT B
6pakn. BoNbLWWHCTBO MYX4YMH C cMHgpomMmom [layHa
B6ecnnogHsbl. Mo kpanHen mepe 50 % XEHLKUH C
cuHgpomom [layHa moryT nmetb aeten. 35-50 %
OeTen, poXaeHHbIX OT MaTtepeun ¢ cnHgpomom [layHa,
poxgatTcsa ¢ cuHgpomom [ayHa nnv gpyrumm
OTKINOHEHNAMMN.



YACTOTA BOfIE3HU AAYHA HA 1000 POXAEHWA
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o | Uem CcTapLlie XeHLWWHbl, TEM
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buoxumuyeckuu memoo

MeToa no3BosnsieT 0OHaPYXUTb HapyLleHUs B 0OOMeHe BeLLEeCTB, Bbl3BaHHbIE
N3MEHEHMEM FeHOB U, Kak criecTBme, MUSMEeHEHNEM aKTUBHOCTU pPasnunUyHbIX
depmeHTOB. HacneacTBeHHble 601e3HM 0OMeHa BeLLECTB NoapasaenarTcs Ha
bonesHn yrneeBogHoro obmeHa (caxapHbin anabet), obMeHa aMUHOKUCTIOT
(dbeHunnkeToHypust), nunnaos (bonesHb Tea-Cakca), MmHepanos u ap.

®DeHunKemoHypusi OTHOCUTCA K OONe3HAM aMUHOKMUCITIOTHOro obMmeHa.
BrokupyeTcs npeBpalleHne He3aMeHMMON aMUHOKUCIIOTbI cheHunanaHnH B
TUPO3UH, NPU 3TOM beHnnanaHuH npespaljaeTcs B heHnnnMpoBUHorpagHyo
KMCNOTY, KOTOpas BbIBOAMTCA ¢ MOYon. HegoctaTok TMpo3nHa obycnaBnuBeT
HeaocTaTodHoe oOpasoBaHMe MenaHuHa. Y Takux aeTten ronyoble rnasa, Koxa
1 BONOCbI criabo NUrMeHTUpoBaHbI.

3aborneBaHne NpMBOAUT K BLICTPOMY pa3BuUTULO criaboymuns y geten. PaHHSS
OWarHocTuKa 1 gmeTta rno3pondaioT NPUOCTaHOBUTL pa3BuUTMe 3aboneBaHus.
Mouya gaet NonoXuTenbHY peakuuto ¢ peaktueomMm Pennuura (5% xnopHoe
Xeneso).

EornesHb Tesi-Cakca BbI3bIBAa€TCA HAKOMMIEHUEM NUNNOO0B B HEPBHbIX KI1ETKaX,
B pe3yribrate YMCTBEHHAA OTCTAJ10CTb, CJienorta, MbllLeYHad cnabocTb.



buoxumuyeckuu memoo

[eHeTMKa YenoBeka — ogHa M3 Hanboree NMHTEHCMBHO Pa3BMBAIOLLINXCA OTpacHewn
HayKuw.

OHa sBnsieTcs TEOPETUYECKON OCHOBOW MEAULINHBI, pacKpbiBaeT bmMonormyeckme
OCHOBbI HAacneACTBEeHHbIX 3aboneBaHun.

3HaHWe reHeTn4eckon Nnpupoabl 3aboneBaHn NO3BONAET BOBPEMS MOCTaBUTb
TOYHbIA OMarHo3 1 OCYLLIECTBUTb HY)XKHOE NeYeHue.



