[eHeTHKA YeT0OBeKa

[TpesenTanms goueHTa Kagpeapbl reHETUKY, MUKPOOHOIOTUH U
ouotexHonoruu Kyol'Y Bsrkmuoit  [amuabl [puropbeBHBI
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OCHOBHBIE ITOHSTHU S

— DTO CBOMCTBO OpraHM3Ma COXPaHSATH U
rnepeaaBaTb KaKOH-TO IMPHU3HAK OT pOAUTEJISI IIOTOMKY.

— 3TO CBOMCTBO OpTaHW3Ma NPUOOpeTaTh KaKue-
TO HOBBIE MTPU3HAKHU, OTJIUYHbBIE OT POAUTENHCKHUX.

— 910 y4yacToK /IHK, KoTopslii onipezesisier CUHTE3 KJI€TKOU
KaKoro-1m60 Gesika (MenTuaa) Wik KOHTPOJIUPYeT aKTHUBHOCTh
APYroro reHa.

— 3JTO ofgHa w3 nAByx win Oomee ¢opm

paccMarprBaeMoro resHa  ( ), HaxoHAIIErocsi B
OIpeme/IeHHOM MeCTe€ XpPOMOCOMBI | ). [ensr,
cyiiecTByionirie B ¢dopMe ABYX ajUie/ied - Jauajijie/ibHbIe

cucteMbl. JIOMMHAHTHBINA ajUieib O0O3HAYAeTCs 3ar/IaBHOM
JIATUHCKOW OYKBOM, a peleCCUBHBIN — MpomnucHoi. Hanmpumep,
pe3yc daKTop 5| . Ilpy MHOXeCTBEHHOM ajljienu3mMe
HWCHOJBb3YIOT CUMBOJIBI, CTOSIIIUE BBepxy. Hampumep, rpyrmmsl
kpoBu ABO annenn 0603HaYa0T COOTBETCTBEHHO



— ajUieJIb, KOTOPBIM MaCKUpyeT
BBIPXEHHOCTB APYToro ajuiesns. Hanpumep annenb
AXOHZPOIIA3UH.

— aJitennb, peHOTUITHYECKOe
MpOsIBJIeHWEe KOTOPOTO MAaCKUPYeTCs APYTruM ajuiesnem. /s
NIPOSIBJIEHUST PeIleCCUBHOTO aJljiesisi He0OXOANMO HaTU4ue Y
ye/loBeKa 000MX pelleCCUBHBIX T€HOB, T.e. OH JJO/DKeH OBITh
rOMO3HWUTOTHBIM IO 3TOMY IpU3HaKy. Hanmpumep, anb0MHU3M y
YyeJ/IOBeKa pelleCCUBHBIN MPU3HaK.

- OpraHM3M, Y KOTOPOI'O UMEKOTCA 2 OAHAKOBbIEC

KOITMM paccMaTpuBaeMoro reHa. Hampuwmep, 10 pe3yc
daxTopy RhRh vimu rhrh.

— OpraHM3M, Y KOTOPOTO €CTh Pa3Hble KOITUH
(ammenu) paccMaTpuBaemoro reHa. Hampumep, mo pesyc paxtopy

Rhrh.
— Habop BCex TeHOB OpraHu3Ma.

— BHellIHee MposiBjieHre reHoTuIia. [1pu pasimyHbix
reHOTUNaX GEHOTHUI MOXKET MPOSB/STHCS OAMHAKOBO. Hanmpumep,

Pe3yCIHOJIOKUTETbHBIE JTFOAN MOTYT ObITh ¢ TeHOTHIIaMu RhRh u
Rhrh.



— TO CKpeluBaHue, B KOTOPOM
aHAJIM3UPYeTCs TOABKO OAWH NpU3HaK. Hanmpumep, y yenoBeka
AHA/IM3UPYETCS HAac/IeOBAHYE TOJIBKO 1IBETA I/1a3.

- IBA MPU3HAaKa. - TPH.
CKpelLlVBaHWe — AaHAJIU3UPYETCS
HacJ/ieJ0BaHWe HeCKOJIbKUX MPU3HAKOB.

— m00ast U3 XpOMOCOM, KpOMe TTOIOBbIX.

— 9TO IIdpa XpOMOCOM, pa3/INYal0IINECs Y
Hpe,HCTaBHTeHeﬁ PAa3HbIX ITOJIOB.

— DTO IIPU3HAK, 32 KOTOPBIX OTBEYaeT
reH, HaxoAsA1umncs B ayrocome. Hanpumep, ayrocomHbie
MPU3HAKU —

MPU3HAK, HAXOSAIIUUCS IO KOHTPOIeM reHa X-XpOMOCOMBI.
Hanpuwmep,

— 3TO TIOTHBIN XPOMOCOMHBIN HabOPp KJIeTKU
OpraHusMa. B HopMe B KapuUOTUII Ye/I0BEKA BXOIAT 44
ayTOCOMBI 1 2 MOJI0BbIE XPOMOCOMBI. B KapuoTture Bce
XPOMOCOMBI IIAapHbIE€ U TOMOJIOTUYHbIE, 3a UCK/II0YEHUEM Y-
XPOMOCOMBI Y MY)XYUH.



— COLEPXKUT 2 DK3eMIUIAPA
TOMOJIOTUYHBIX XPOMOCOM, OOO3Ha4YaeTcss . Y 4ejl0oBeKa 23
Mapbl XPOMOCOM : 22 TTAPbI AayTOCOM H 1 ITapa MOJIOBBIX.
JlvmtongHbIH HAOOP XPOMOCOM XapaKTepPeH /sl COMaTHYeCcKre
KJIETOK, T.€. BCeX KJIETOK OPTraHU3Ma, KPpOMe IMOIOBbIX.

OJIMH DK3eMILISIP TOMOJIOTMIHbIX
XPOMOCOM, T.€. 23 XpOMOCOMBI. [armaonaHbIi HaGOp XapaKTepeH
1151 raMeT (IIOJIOBBIX KJIETOK):

- TO COBOKYITHOCTh I'€HOB B TaIlJIOMHOM Habope.
— OILIOZIOTBOPEHHAA siIleKeTKa (2n).
— YeJI0BeK, JIJIsI KOTOPOTO COCTAB/ISIOT POAOC/IOBHYIO.
— BTO OPAaThsI U CECTPHI.

— BTO XUBOTHBIE UJIU PACTEHUS, TIOJTyY€HHbIE B
pe3y/ibTaTe MHOTOKPATHBIX OJTM3KOPOICTBEHHBIX CKPEIIMBAHUMN.
B pesynbraTe mMos1y9ar0TCsI COBOKYITHOCTDH 0CO0O€M MpaKTHYeCKU
UIEHTUYHBIX, KAK MOHO3UTOTHBIE OTU3HEIIbI WU



AyTOCOMHO-ZOMHWHAHTHBIU THUIT HacaedoBaHUs. [ 1o
ayTOCOMHO-JAOMUWUHAHTHOMY THUITY HACJIEAYIOTCSI HEKOTOPbIe
HOPMAJIbHbIE M TATOJIOTUYeCKHe MPU3HAKU:

1) AIMOYKH Ha IIeKax;

2) BOJIOCHI JKECTKHE, IIPSIMbIE (€XKUK);
3) BECHYIIIKH Ha JIUIIE;
4) KO>Ka TOJICTas;
5) CIIOCOOHOCTH CBEPTHIBATH SAI3BIK B TPYOOUKY;
6) rabcOyprckas ryoa - HM)KHSISI YeTFOCTh y3Kasi, BRICTYIIAIONIAsT
BITepe/], HYDKHSSI r'y0a OTBUC/IAst U IOJTYOTKPBITBIN POT;
7) nonmuAakTuans (0T rped.polus — MHOTOYHC/IEHHBIH,
daktylos- maser;) — MHOTOmasI0CTh, KOTJa KMEETCS OT LIEeCTU U
OoJiee MajbleB;

8) «BAOBbSI» JINHUSA BOJIOC;

9) OpaxuAAKTUINS (KOPOTKOIMAIOCTh) — HeJIOPa3BUTHE
IYCTa/bHBIX (aIaHT Ha/bIIEeB;
10) apaxHOZAKTH/IHsA (0T rped. arahna - mayx ) — CUJIbHO
yAJIMHEHHbIE «IIayYbH» Mablbl (cuHApOoM MapdaHa)



HacneacteeHHsle GonesHM

CuvHapom MapdaHa

HacnepctBeHHas 60n1€3Hb COeANHUTENBHOW TKaHW,
Bbl3BaHHAs MyTaLWEN reHa, KoAaupyroLLero
CTPYKTYpY 6enka doubpunnuHa.
Hacneayetcs no aﬁOCOMHO-AOMMHaHTHOMY TAny.
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SXHAaTOH

HacneacTeeHHble BonesHK

H. MaraHuHu
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HOMUMHAHTHDIC 1IDHMSHAKH
qe/IOBEKa
8




AyTOCOMHO-PEeLIeCCUBHBIN TUII
HacC/IeJOBaHUS

Ecnu perteccBHBIE TE€HBI IOKATU30BaHBI B Ay TOCOMAX, TO IMTPOSIBUTHCS
OHU MOTYT IIPU OpaKe IBYX T€TePO3UTOT HJIM TOMO3UTOT 110
pelieCCUBHOMY aJlJIeTio.

[To ayTocoMHO-peneccCHBHOMY TUITYy HACI€IyIOTCS CIeAyIoIIre
MPU3HAKU:

1)BOJIOCHI MSITKHE, TIPSIMbIE;

2)KOXKa TOHKas;

3)rpyiia Kposu Rh-;

4)HeolllyllleHe TopeYH BKyca GeHWIKapbamMuaa;

5)HEeyYMeHHe CKJIa[IbIBaTh A3bIK B TPyOOUKY;

6) peHnIKeTOHYpHST — OIIOKUPYeTCs ITpeBpalieHue GpeHunaaHNHA B
TUPO3UH, KOTOPBIH MTpeBpallaeTcs B (ECHI/IJIHI/I OBUHOTPAZHYIO
KHCJIOTY, SIBJISTEFOIIYIOCSI HEHPOTPOITHBIM SII0M (ITPU3HAKHU —
CYZOPOXKHbIe CHHIPOMBI, OTCTaBaHHE B TICUXUYE€CKOM PAa3BUTUH,
HMMITY/TbCUBHOCTD, BO30OYAMMOCTb, arPeCCUsi);

7)TaJIaKTO3eMUs - HAKOIUIeHHe B KPOBHU T'a/IaKTO3bI, KOTOPas
TOPMO3UT BCAaChIBaHME TTIOKO3bI 1 OKA3bIBAET TOKCUYECKOE TefiCTBhe
Ha QYHKIIMIO TTeYeHH, MO3Ta, XPYCTa/TMKa I/1a33;

8)a/IbOUHU3M.
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¥ 3aKoH eIMHOOOPA3UA MEPBOTO
' MMOKOJIEeHUSI THOPHUIOB

& Bce 0co6u (ruOpu ) epBoro MOKOJAeHMs
’ HMMEIOT OJHAKOBOE MPOSIBJIEHUE
MBy4YaeMoro npusHaka (peHorumna).

& HemonHoe noMyHMpOBaHUe

¢ KogpomuHupoBaHue




HacaeaoBanue anturena D

Mats Rh+ Orer; Rh+

DD=Rh nonoxureabHbli
Dd=Rh noaoxureibHbIN
dd=Rh orpuiarenbHblii

Pebenok




Pesyc-gaKmop.
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* OmKpwvim K. Aanow-

meunepom 8 1940e.

* V" 85% Arooeil ecmw

Rh-berok (RA+)
Yy 15% - nem (rh-).

* Ecau ueroseKy «rh-»

nepeAviom Kpoeb
«Rh+», y Hezo 2-4
mecaua byoym
ébipabamvieamucs
Rh-anmumera, u 6
CAyHae nosmMopHoZo
nepeAusanus
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npow%é’m
azenromutoiphered



HenmonHoe soMmuHUpOBaHUEe

reTepo3nroTa
3aHUMAaeT
IIPOMEXXYTOYHOE
TIOJIOXKEHUE.
Hanpumep, AA -

Ky4depsiBble BOJIOCHI,
aa — nmpsiMble. Aa — /
BOJIHUCTHIE.



Tunel geneHUst KJIETOK
Metio3

NEPBOE AENEHUVE MENO3A BTbPOE AENEHWE MEWO3A

NPODA3A | MPODA3A |11

WHTepdasa (G,) [podhasa MeTadpasa

Spindle poles

METADA3A I

AHadbasa Tenogpasa  MHTepdasa (G,)

AHADATA 11

AHADA3A |




3aKOH YMCTOTHI raMeT
PacienieHye mMpu3HAKOB Yy
rUOpPHI0B BTOPOTO IMMOKOJIEeHUS

[Ipu ckpemmBanuy ruGpUIOB IIEPBOTO
MTOKOJIEHMST Y X [IOTOMKOB
HaOJTI0IaeTCs paciier/IeHre MpU3HaKa
(3:1) : yeTBepTH OCOOEIT U3 HUX HECET
pelleCCUBHBIN IMPU3HAK, a OCTa/IbHbIE
TPU YETBEPTH — JOMHUHAHTHBIH.
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Tpernn 3akoH MeHaens

F1 OXO

AaBb  AaBb

[ R =R )
[Tpu AMTHOpPUAHOM CKpEeIIMBAHUY TMOPUIOB O O
MIePBOI0 MOKOJIEHUsI 00pa3yeTCsi FaMeThI 4 O O
AABB | AABb | AaBB | AaBb
TUIIOB, U3 HU3 TIOTyYAIOTCS 3UTOTHI 4X4= 16
w O 6O |
I

BApHUAHTOB.

Pacierienvie mpoucxoquT 9 :3:3:1uau (3:1)

X (3 1), T.e. 1O KOKIOH Mmape MPHU3HAKOB H

HEe3aBUCHMO. AaBB | AaBb | aaBB | aaBb

HeszaBucumoe HacieoBaHre HAGTIOIAETCS B TOM O @ . ‘
AaBb | Aabb | aaBb | aabb

ci1y4ae, €C/ivk redbl, KOHTPpO/IMPYIOLIHE

N3y4Ya€MbI€ IIPU3HAKHU HaXOAATCSA HAa Pa3HbIX F2 O @ . ‘

dyTOCOMaX. 9116AB 31M6Ab 316aB 1/16ab




'T.MopraH u ero y4eHuKU yCTaHOBUJIY,
YTO I'€HBI, PACIIOJIOKEeHHbIe Ha OLHOU
XpOMOCOMe, HaC/1eAYITCs ,

HNIn

['py1ninbl reHOB, HAXOAsIIeCs HA OJHOM
XpOMOCOMeE , Ha3bIBAKOTCS
Ywucno rpynm cueruieHUs
PABHO YU CJTY XPOMOCOM B rarIOuHOM
Habope, y YesioBeKa ux 23. ClierieHHbIe
reHbI OOBIYHO HAC/IeIYIOTCSI BMECTe, HO
WHOTJQ MOTYT PAa30MTHCH B pe3yJibTaTe

KPpOCCHHI'OBEPA.

— 3TO OOMEH y4acTKaMHU

MeXay roMO/JIOr'M9YHbIMUA XPOMOCOMaMH.

Tomac Moprasu (1866-1945)-
naypeat HobGeneBckoii mpeMun

1033 T.



e KoHblorauusa - coeguHeHne roMofniorMyHbIX
XPOMOCOM.

® KpOCCMHI’OBep — OOMEH roMOSTIOrMYHbIMMU
Y4aCTKaMU TOMOJIOTMYHbIX XPOMOCOM.
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BuUBaneHT 40 KpocCcUHroBepa BuBaneHTnocneKpoccuHroBepa



Melotic division 1

KpoccuHrosep B rpoiecce Mermosa

MEIOSIS @

MITOSIS @

e DNA replication

@@

Homologous
chromosomes atthe
same level on 7

Homologous
chromosome
lineup
individually
at the
equatonal
plate




Y >KeHIIMH [0JI0Bble XpPOMOCOMBI TOMOJIOTUYHbIE
XX, KaK ¥ ayToCcOMBI. YKeHIITUHBI MOTYT OBITH IO

OTUM IIPU3HAKaM I'OMO- U T€TEPO3UTOTHbIMMH.

My>xunHbI — reMusuroThl XY. J/Ir0601i reH B X-
XpOMOCOMe Y My>KYHH, OyZib OH JOMUHAHTHBIM MJTH
pelLieCCUBHBIM, IIPOSIBISIETCS B peHoTHUTIE,
ITIOCKOJIBKY OTCYTCTBYeT BTOPOH aJljIe/Ib JAHHOTO

reHa, KOTOPBI MaCKHUPOBaJ ObI €T0.

Ecnu JXEHIIWHA IreTepoO3UroTHa I10 CUEIVIEHHOMY C
ITOJIOM T'€HY, TO €€ CbIH UM€EET 50% BEPOATHOCTHU

yHace0BaTh T000H 13 2 ajieei.

PeneccuBHble X-clernieHHble MPU3HAKU —
OanbTOHU3M U remodunus. [Ipumepom
JOMHMHAHTHOIO IPHU3HAKA y Ye/IOBeKa SIBJIsIeTCs

KOPUYHEBAasi OKPAcKa 3yOHOI SMaJIH.
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COALHNE rEMODHAMER  HOCHTEABHNLIN QHOMIAMMY FEHOR

HacaeaosaHue remoduanm



Buabl MI3MEeHYUBOCTH

— CITOCOOHOCTH OPTAHU3MOB
IpHUOOpeTaTh HOBbIE MPU3HAKH U CBOMCTBA.
M3MeH4YUBOCTh OTpaXkaeT B3aUMOCBSI3b OpTaHU3MaA C
BHELIHen Cpesou.
VI3MeHYMBOCTH AeIAT Ha 159)0%!
51 159) 051
(deHOTHIIHYECKYTO).

N3MEHYNBOCTD AC/ITNUTCS Ha

N3MEHYUBOCTD SIBJISS€TCSI OCHOBOU
pa3H006pa31/151 YXMBBIX CyLIECTB U IVIaBHOE yCJIOBUE UX
CIIOCOOHOCTHU K DBOJIIOLIHU.

B CBOIO o4€E€peab, ACTUTCS HA



OJTO . T.e. aTO

M3MeHeHHWs OpraHr3Ma Ioj, JeCTBUeM OKPYXKalollei cpelibl.

OcHOBHbBIE XapaKTEPUCTUKHA MOAUPUKAITMOHHOM
VU3MEHYUBOCTU:

He IepeaeTcs 1o HacaeACTBY (B /iecax Hallleii CTpaHbl OOMBIITMHCTBO
3alilleB Ha 3UMY MeHSIOT OKpacKy. CTaHOBSATCS 3alIlaMU - OeIsTKaMH.
[To Hac/eACTBY 3TOT NPHU3HAK He MepeaeTcs - Y Ceporo 3auiia He
POXKIAIOTCsI Oesible 3aliYaTKH );

M3MEHSIOTCS YC/IOBUSA - M3MeHseTcs (McJye3aeT) v IpU3HaK ( mocsie
IpHe3/ia C ora 3arap MOCTeNeHHO YXOAHT, 3asi1l - OeJIsIK IETOM OIISITh
cepbiii);

[pejie/ibl BApUAIK NIPU3HAKA - - 3aJI0)KEHBI B
reHoTume (PbDKUM 3511l HE CTAaHET, KaK Obl He MEHSIJIUCh YC/IOBUS, /1d U
Yye/I0BEK He CTaHeT YePHOKOXKUM OT OOM/IbHOTO 3aTOPAHHUS Ha COJTHIIE);

MO,ZLI/ICI)I/IKE[I_H/IOHH&H N3MEHYHNBOCTD PACIIPOCTPAHAECTCS HA BCIO
IMMOITy/IsInio, T.€. OHA



MoaunpuKaoHHasi U3MEHYHUBOCTD

3aaL-6enaK NeToM 1 3UMOIA.
N3meHYMBOCTL?

MoanduKaLMOHHaS, FeHOTUN He
M3MEHAETCA.

[OPHOCTAEBbI KPOAMK NPU
NOBbILEHHOM TeMnepatype
octaetca benbim. M3meHunBoCTy?

MoanduKaLMOHHaS, FeHOTUN He
U3MEHACTCH.

NOBbILUEHHAS
Temneparypa




OHa XK€ Ire”HoTuiindecCKasa unaMeHYYUNBOCTb

- OTO TOXKe U3MEHEeHHe
reHOTHIIa, HO 3TO CKOpee HOBasi KOMOMHAITUS XPOMOCOM, HOBOE
COYeTaHHEe I'eHOB - 3TO MPOUCXOAUT MIPHU I1OJIOBOM
pasMHOXeHHH. HoBbIN opraHu3Ma - 3TO KOMOWHAIIHS IBYX
POAUTETbCKHUX OPTAaHU3MOB. [ [prurHBI KOMOMHATUBHOM
M3MEHYUBOCTU:

HezaBrcrmMoe pacxoxieHrie ToMOIOTHYHBIX XPOMOCOM (
YyeJI0BeKa 3TO 2> BApUAHTOB raMeT).

PexomMOwHaIMst TeHOB, BC/IEACTBUE KPOCCUHTOBEpPA. B
pe3yJ/IbTaTe MOMYy4aloTCS XPOMOCOMBI, OTIMYHbBIE OT UCXOAHbBIX
POAUTENHCKUX, TTOTYYAIOTCSI HOBbIe KOMOWHAITUHY MPHU3HAKOB
pOAUTEIEN.

Cy4aifHOCTh BCTPEYH TaMeT U C/Ty4aiiHast KOMOWHAIIMSI TaMeT.

Bce TPHU OCHOBHbIE€ ITPUYHYHBI ,ZIGﬁCTBYIOT HE€3aBHUCHMO U
OJHOBDEMEHHDO.



(1ar. — I3MEHEHHE) — 3TO CIyYalHO BO3SHUKIIIHAE
CTOMKHMEe N3MeHEeHHUs reHOTHUIIA, 3aTParuBalolue XpOMOCOMBI, KX
YaCTHU U OTAe/IbHbIE I'eHbl.

[To ypoBHIO BOBHUKHOBEHUS MYTallUU
OBIBAIOT:

o

-[eHHBIE MJIM TOYKOBBIE
-XpOMOCOMHBIE U

- [TenomHubIe ( U3BMeHeHUe
KapuoTHIia )

[eHHBIE MyTalMK B raMeTax B
OOJIBIIMHCTBE C/Ty4YaeB JIeTa/IbHBI.
M3BecTHO, 4TO 20% GepeMeHHOCTEM
3aKQHYUBAIOTCS €CTeCTBeHHBIMU
BBIKMJBIIIAMU B CPOKE /10 12 HeZienb. B
TOJIOBUHE C/Ty4aeB 0OHAPYXHUBAKOTCS
dHOMAJ/IMN HAC/IE€EACTBEHHOI'O allllapaTa ITonu OAKTU/INUA

3apozbIlIa.



[eHOTUIIMYECKasI UBME@HYUBOCTD.
MyTalimoHHass U3MEHYMUBOCTD

MyTanuy BO3HHUKAIOT BHE3AITHO, CKAYKO0Opa3HOo.

MyTauuu nepenaroTcs U3 IIOKOJIEHUS B IIOKOJIEHUE, T.€. OHU
HaC/1eJCTBeHHBI.

MyTaliuu CIy4aiHbl, T.e. OHU He HaIlpaB/IE€HbI B CTOPOHY
MIPUCIIOCO0/TeHNST K KAKUM-TO YCIOBUSIM. MyTalivii MOT'YT
OBITH MMOJIE3HBIMU B TAHHBIX YC/IOBUSAX, BpeAHBIMHU HJTH
HEUTPaJIbHBIMU (IIPOCTO HOBBIH ajlIe/IbHBIM I'€H).
MyTtupoBars MmoxxeT m060# ydactok JHK, Bei3biBas
M3MEHEHHMSI OT He3HAYUTE/IbHBIX 10 YKU3HEHHO Ba)KHBIX.

MyTanuu mo mposiBJIeHUSIM MOTYT OBITh JOMHUHAHTHBIMU
VI PeUCCUBHBIMU, IT0JI€3HBIMU UJIU BPEAHBIMUY,
AyTOCOMHBIMMU U CLEIIJIEHHBIMU C X-XPOMOCOMOHMH,
JIETA/IbHBIMU WJIU MOJIY/I€Ta/IbHBIMU.



AxoHapontasus SABJISIETCS

BPOXKIEHHBIM, reHEeTHYECKH
00yC/IOB/IEHHBIM 3abo/sleBaHUEM.
Beipa)xeHHast " B
IUCIIPOTIOPITMOHATBHOCTD MEXIY

JJIMHOM TYJIOBUIIQA U  BepPXHUMHU
KOHEYHOCTSIMU SIBJISIETCSI HE TOJIBKO
KOCMETUYECKUM HeJOCTaTKOM, HO U B
3HAYUTEJIbHOM  CTEIIeHU  CHIDKAeT

%yHKuHOHaJILHLIe BO3MO)XHOCTH
OJILHOTO B TpyZe,
CaMOOOCTy)KHBaHUH, BOXXZ€HUHU
aBTOMOOWJIA, BBI3bIBaeT
HEeO0OXOIUMOCTh KOMITEHCAaTOPHBIX
ABYDKEHWI B IUIEYEBOM TMOSICE M~ .o
TY/IOBHIIIE, 4TOo NPUBOAUT K <

MOSIBJIEHUI0 BTOPUYHBIX TedpopMaliuii
II03BOHOYHMKA.

AXOHApOMNIa3us SIBSETCS MOPOKaM
Pa3BUTHSI OPraHU3Ma, INPU KOTOPOM
OTCYTCTBYeT POCT TOU WIU HHOU
KOHEYHOCTH B TO BpeMs, KaK rojioBa 1
TYJIOBUILIE TPOAO/DKAIOT HOPMAJIBHO
pacty. BbI3pIBaeTCcsi HeOOCTATOYHBIM
pa3BUTHEM TPpyO4aThIX  KOCTEW.
HacnenoBanue 1:1




bpaxupaxkTunus (brachydactylia; rpeu. Brachys
- KopoTkuii + daktylos - masneir) - anHoManus

a3BUTHS 110 TUITY YKOPOYEHWUS MaJIbLIEB
FKOPOTKOHEUIOCTI:).

st GpaxXyUJaKTUINH XapAKTEPHO YKOPOYEHHE
TaJIblIeB Pa3MUYHOU cTenneHrn. OHO MOXKeT ObITh
CBSI3aHO C OTCYTCTBUEM OTAENbHBIX PalaHT
nasiblieB, TUOO0 ¢ X yKopoueHreM. Hapyienne
$YHKUMUY TTA/TbLEB TP OPaXUAAKTHUINY HEBETHKO.
OTa gedopmaliys nepegaeTcs o HacaeacTBy. Tum
HacJ/ieJOBaHUS ayTOCOMHO-JOMHUHAHTHBIH, T.e.
eCJ/IM OAVH U3 POJUTesiel CTpajaeT STUM
3a00/1eBaHEM U UMeeT OV H TOMUHAHTHBIN T'eH
OpaxXUIAKTH/INH, A IPYTOH POJUTENH — 340POB, TO
Be /O}ITHOCTL 3a00/1€BaHUSI TIOTOMKOB COCTABJISIET
50%.

PopocnosHas no Gpaxugaktunmm
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Pykun 60o51bHOro 6paxugaktunmei
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MyTalJUU — 3TO 3aMeHa OJHOI'0
WJIU HeCKOJIbKUX HYK/IEOTHUZOB B IIpejeaxX O4HOrO reHa.
MyTauuu - 3TO pegKoe siBjieHHe 1 : 100 000 UJIH 1 000 00O0.
[IppuMepoM MOXeT CITy)>XUTh

. [IpoucxoauT 3aMeHa Bcero 0O4HOIoO HyKJIEOTU/IA,

MEHSIeTCS OffHa aMUHOKHMC/IOTa B MOJIEKY/ie TeMorIoOuHa (
HbA ua HbS)

Bl 6-5

Bl 12-14 O 4.6
B 10-12 2-4
810 O 0-2




— MyTalusl , IPUBOASAIIAS K
HapYyIIeHUIO TpeBpalleHUs
OJTta 60/ie3Hb HAC/IEAYeTCSI TIO PEIleCCUBHOMY THITY




® Jlpyrum npumMepom
saBasieTcss. MyTtanus
MIPUBOAUT K OTCYTCTBUIO
depmeHTA

HakomnieHre TOKCU4eCKrx
BeLeCTB JeUCTBYeT Ha
YMCTBEHHYIO
nesiTeTbHOCTH peOeHKa U
OKPACKY TeJia, BOJIOC U
/a3, MOXXeT IPUBECTH K
CyZoporam.

Bo1bHONM C PEHNNKETOHYDHEN.
Cnabas nurMeHTaumns KOXm, BOJIOC,
pagyxHo#u ob60104YKM rNas,
yMEpEeHHan CTeneHb onnropperHmnm




(n3MeHeHusn
KapHOTHIIA)

IeHOMHBIE MyTallUU IPUBOASAT
K U3MEHEHMUIO YK CjIa XPOMOCOM.

‘-Iame BCEro BCTPE€YAOTCA
TPpHUCOMMHMU, 0COOEHHO I10 21 U 22
MaJIEHBbKHUM XpPOMOCOMaM.

Haub6osee yacteiMu
XPOMOCOMHBIM 3a00/I€eBaHUEM
siBysieTcst 6one3Hb JlayHa
(Tprcomus 1o 21 XpoMocome),

YacToTa 1-2 60/IbHBIX pebeHKa
HAa 1000 HOBOPOXKJE€HHBIX

OBLEeKT UCCNEen0BaHUA. NYNOBMHHAA KPOEL NNoaa
Kapuotun nnoga: 47 XX, +21( cuHgpom OayHa)
PekomMeHA0BaHO MEJMKO-TEHETUYECKOE KOHCYNETUROBaHWE.

Hepacno3HaHHBIE




