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SAKOHbI N'EHETUKW:
POOUTEJIIN U OETU HA OOQHO JIMLO

[NeBeu [>xoH JIeHHOH u ero cbiH LLIoH J1eHHOH






BOITPOC:

HACKOJILKO BEJIMKA POJIb 'EHETHUKHA
UEJIOBEKA B JKHU3HU KAXJIOI'O W3
HAC?

OTBeT:
OHa OECKOHEUHO BeMKas MBI MOXKEM
N3MEHUTHL B Cceb0e MHOTro€e = HO HAIIHA
redbl HaM HE NOABJIACTHEI




I'eHeTMKA M reHOMHUKA YejI0BeKa Oy1eT 3aHMMAaTh
BCe 0oJiee BaKHOE MECTO B M3YYEHUH OHMOJIOTrUH
yejioBeKa - B peleHuH npoodJiem
BOSHUKHOBEHMS H JIBojgronuv Buaa  Homo
sapiens, B U3y4YeHUH (popMHUpPOBAHUA (PeHOTHUIIA
HHAMBHM/IYYMA HA BCEeX 3Tamax OHTOreHe3a - OT
3a4aTusi 10 CMEDTH.
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YTO TAKOE MEJAULINUHCKASA 'EHETUKA?

HopmanbHas
aHamomus

|
N

HopmanbHas
gusuosiocus

I'EHETUKA

NMamosnoau4yeckas
aHamomusi

|
U

|

\/ NMamonoauyeckas
gusuosiocus

MEOWULIMHCKAS
FEHETUKA




MeauuyHCKas reHeTHKa
CucTema 3HaHHWH O POJIA TCHETUYECKHUX (PAKTOPOB B

[MaTOJIOTUMA  YEJIOBEKA U CHCTEMA  METOJOB
JTTUArHOCTUKH, JICYCHUS )51 PO UITAKTUKH
HACJI€ACTBEHHOU MATOJIOTUX B IIIUPOKOM CMBICIIE.

(I'unmep E.K., 2003)
MenununHackas reHETUKA N3y4acT POJIb

HACJIEACTBEHHOCTH B IIaTOJIOTUH YyeJI0BEeKa,
3aKOHOMEPHOCTH Iepedadyd OT IIOKOJICHUS K
[TIOKOJICHUIO HaCJICACTBEHHBIX 00JIe3HEH,
pa3padarTbIBacT METOJIBI JTUATHOCTHUKHU,
OpoUIAKTUKM W JICUEHMS  HACJICACTBECHHOM
[1aTOJIOTMH, BKJIIO4Yasl OOJE3HU C HACJICIACTBCHHOU
IPEAPACHOI0KEHHOCTHIO.

(boukoe H.II., 2004)




pa3aeil MEAUIMHCKON N'€HETUKHU, N3y YA I
HACJIEICTBEHHBIE 3a00JIEBAHUSA 1 METOMBI X
NPEAYIIPEXKACHUSA, JUATHOCTUKHU U JICUCHHUA.



AKCUOMbl MEAMLIMHCKOWU FEHETUKW
HAYAJIA XXI BEKA

HacnencTtBeHHble bone3sHn 4BNAKTCA YacTblo OOLUEN
HacrneacTBEHHON M3MEHYMBOCTU YernoBeka. HeT pe3kon rpaHuubl

MeXay HacnegcTBEHHOW NAaTonornenm n BapnaHtaMmm HopMarsbHOW
BapuabenbHOCTN peHoTumNa.

| Y yenoBeka HeT npusHakoB, 3aBucamx TOJIbKO oT reHoB nnu
TOJIbKO OoT cpenbl. PeHOTMN Bcerga ecTb pesynbrar

B3aMMOOENCTBUS reHeTUYECKON KOHCTUTYLUUWN opraHnamMa C
doakTopamm BHELWLHEWU cpeabl

| Kaykablt OTOEnbHbIN YENOBEK W YENTOBEYECTBO B LIENTOM HECYT
Ha cebe TreHeTUYecku rpys, BEnMYMHa KOTOPOro MOCTOSIHHO

N3MEHAETCS B pesyrnerate MyTauMOHHOro rnpoLlecca "
eCTeCTBEHHOro oTbopa.




|IB  HacTodwee BpeMAaA  MPOUCXOOAUT pe3koe  U3MEHeHune
reHeTUYEeCKON CTPYKTYpbl nonynsauymMm WM YCNOBUMA  BHELUHEW
cpenbl, 4YTO BIUSET HaA CTPYKTYPY FEHETUYECKOIO rpy3a U €ero
BENUYNHY.

Illporpecc  MeguUUHBI npuBoOUT K NOBbILLEHNIO
NPOOOIIKUTENBHOCTU XU3HU U YNYYLWIEHUIO PenpoayKTUBHOIO
300POBbA HAceneHuda, 4YTOo Takke nNpuMBOOUT K WU3MEHEHUI
KapTUHbl pacnpeneneHnda reHeTu4yeckoro rpysa B nonynauuu B

pPAOYy MOKOMEHUMN.




YyTb-4yTb UCTOPUM ...

HacnenctBeHHble ©one3Hu obinu Bceroa. W

BCErda WMHTEPECOBAJIN HEJTOBEKA

[lepBble cBegeHus O
nepegade Hacneg-
CTBEHHOM NaTonorum y
YyesioBeka coaepxaTcsd B
Tanmyne (4 BeK 40 H.3.),
B KOTOPOM yKa3aHO Ha
ornacHocCTb obpesaHus
KpanHewn nnotu y
HOBOPOXAEHHbIX
Manb4MKoB, cTapLume
BpaTbs KOTOPbLIX UK
AA0U MO MaTepUHCKoM
NUHUN cTpagaroT
KpoBOTEYEHNEM

lMopmpem lMopmpem
Sebastian de Morra BENACKEC Francisco Lezcano




PpeHcuc NanbToH

[lepebiM  Hadanm  u3ydeHue  OOHOSIUUEBbLIX
bnusHeyoe U ObBHapyxus, 4YMO  HeKoOmophble
yesriogeyecKkue rpu3Haku si8CMeeHHO repedaromcs
1o Hacriedcmay. Pa3eusari y4YeHue o,
Hacrie0cmeeHHoU obycrioerneHHocmu
UHOUBUOYasIbHO-NCUX0/1I02UYeCKUX pasuvyul Mexxoy
JII00bMU. ABMOP MepMuHa «e82eHUKay

B.M. ®nopuHckumn

B u3daHHoU 8 1866 2. KHU2€e
«YcoeepuieHcmeogaHue u 8bIPOXOEeHUE
yesrlogeyeckoao poday» erepsbie 8  PYyccKou
umepamype  8bicKkasasl HeKomopble  MbIC/U,
MOJ/IOXKEHHbIEe M030Hee 8 OCHO8Yy MeOUUUHCKoU
2eHemMuUKU, a makxe udeu ro eoripocam e82eHUKU -
HayKu O Hacrie0cmeeHHOM 300p08be 4YeriogeKka U
nymsx yry4uweHuUss e2o Hacrie0cmeeHHbIX ceoucma.




OABUOEHKOB CEPIFEM HUKONAEBWY
(25.08.1880 - 2.07. 1961)

- KpyNnHENLLNN HeBponaTosior u
reHeTuk yenoseka. B obnactu
MeaULUMHCKOU FreHeTUuKn mnaydan|
HacrneacTtBeHHble Bone3Hu |
HEPBHOW CUCTEMBbI,
pa3pabaTtbiBan OCHOBbI
MeOUNKO-reHEeTUYEeCKOro
KOHCYIbTUPOBaAHUA, nay4an
reHeTu4eckme u cpegosble
NMPUYNHbI KITMHUYECKOro

nonumopdpunima

HacnencrBeHHbIX bonesHen u \
3BOJTHOLUMOHHbIE aCrneKTbl -
HeBponaTosnormm :

«3ajadya npouIIakTMKM B obractu HaCJ'Ie,EI,CTBeHHbIX OONnesHen HepBHOU
CUCTEMbI TEOPETMYECKM MOXET OblTb MbICnMMa, Kak: 1) ©Oopbba
C BO3HUKHOBEHMEM OONE3HEHHbIX MyTauun, 2) gada npaBUNbHOMO MeOUKO-

€BreHMYECKOro CoBeTa B CEMbSIX, A€ MEHOENUPYIOT TAXKESble HACeACTBEHHbIE
doopmMbI»




OcobeHHOCMU U3y4YeHUS 2eHemuKuU 4YeroeekKa

B HacTosilee BpeMs rmaBHbIM OOBLEKTOM
& Y reHeTM4yeckuMx mccrnegoBaHUN CTaHOBUTCA
| ﬂf’qenosek
- nd reHEeTNYECKNX nccnegoBaHum
‘ & 4yerioBeK HABMAETCA OYeHb HeyaobHbIM
OOBLEKTOM MO pAayY NMPUYNH:
- Y YerioBeka 60nbLIOe KOfIMYECTBO
XPOMOCOM,;
- HEBO3MOXXHO 3KCNEepPUMEHTaribHOEe
CKpeLLUMBaHUE;
-N034HO HACTynaeT nornosas 3pernocThb;
-Marioe 4YMCcrio NOTOMKOB B KaX[d0W CEMbLE;
- HEBO3MOXXHO YpaBHMBAHME YCITOBUI
XXU3HU ONnsi NIOTOMCTBA.




METO/IbI MEJIULIMHCKOW T'EHETUKU

1. KiMHMKO-TeHeaJIOrH4eCKu MeTO/, COCTABJICHHE
pPoa0CIOBHBIX, (Tpem1okui B1865 . d.I'anbToH).

2. bausHenoBbii MmeTox (rpegnoxui B 1875 1. @.I'anbron).

3. lepmarornmmduyaecknin meton (npemioxui B 1892 r. @.I'ansToH).
4. I[TonyJIIIMOHHO -CTATUCTUYCCKUI METO/I
(mpeanmoxmwii B 1908 1. I Xapau n B.BavinGenr)
S. IluToreHeTu4YeCKMM METO/
(mpemnoxunu B 1956 1. J1. Tuio u A.JI
6. buoxumMnuecku MeTO1.

7. MoyieKyJAPHO-TEHETUYECKUU MeT
8. Meroa MaTeMaTH4€CKOI0 \
1 KOMIIBIOTEPHOI0 MOJETHPOBAHMSI. w




Cap ®psucuc I'aabToH

(16 deBpans 1822 . — 17 suBaps 1911r.) — aHrIMiCKui
UCCIeNoBaTeNlb, reorpad, aHTPOHOJOr UM  MCHUXOJOT;
OCHOBATEJIb nuddepeHIanbLHOMN MICUXOJIOTHH 17|
ncuxomerpukd. Pomwicas B bupmunreme, B AHIUH.
lIpoucxoorcoenue: T'anbTOH OBLT JABOIOPOAHBIM OparoM
Yapne3a [lapBuHa mo ux jaeany — IpasMmycy (Dpasmy)
HapBuny. ®@peHcuc I'anbToH 00aaan UCKIKOYATEIbHBIMHU
yMCTBeHHbIMU crniocoOHOocTsIMH (IQ = 200), ctaB camMbIM

(Gp ®pancuc FanbToH

MJIaIIIUM B CEMBEC U3 9 I[CTGI\/JI. (16.02.1822 — 17.0119T1)

3aHUMAsACh  BKCIIEPUMEHTAIBHO-TICUXOJIOTUUYECKUMHU  UCCIIEAOBAHUSAMU
(M3y4aJs Moporu 4yBCTBUTEIBHOCTH, BPEMS PEAKIIMH, ACCOLMAIIMNA U APyTHUE
NCUXUYECKUE TPOIECChl), [‘allbTOH oOpaian IIAaBHOE BHUMAaHUE HE Ha
00IIHEe 151 BCeX MHAWBHUIOB 3aKOHBI, 3 HA UX BaAPUATUBHOCTH Yy Pa3JIUYHBIX
mronen. [l u3ydeHust 3ToM BapHaTUBHOCTH OH M300pesl psij CIIEIHaIbHbIX
MeToauK. I3yynB 1 cTaTHCTHYECKU 00pabOTaB OrpOMHBIN OMorpaduyecKui
MaTepuall, KacaroUIMUCA POIACTBEHHBIX CBI3€W BBIJAIOUIMXCA JUYHOCTEHU
Anmy, ['anbTOH yTBEpkKIajl, YTO BBICOKAs TAPOBUTOCTH OMPEIACIISACTCS
CTEIIEHBIO M  XapakTepoM poacTBa. Hampumep, 1maHC pOAUTHCA
TAJIAHTJIUBBIM UMEET TOJIBKO OJIMH U3 YETHIPEX JNECTEM.



ATIU)I VIS R V1V

pM(EI]:IQg(OHOMepHOCTH HACJICJOBAHU IIPU3HAKOB B I'DAHHIIAX

OJIHOM CEMBH, II0ITOMY €ro Ha3bIBAIOT METOAOM POAOCIOBHOIO
hi ()5 ::

MIO3BOJISICT YCTAHOBUTH THUII HACICAOBAHUS JAHHOTO HACICACTBEHHOIO
3a00JIeBaHNUS;

oopMIIEHHE POIOCIOBHOIO JAepeBa MPOBOJAUTCS MYyTEM CIICMATbHBIX
0003HaYCHUI U TIPaBUII;

ITOJIYYCHHBIC JTAHHBIC  JOJI?KHBI OBITH OTPAKCHbI B  JICTCHJC

(FT€HETHYECKOM KapTe).




TAIlbI KIIMHAUKO-TI EREAJIOI UMECKOI C
%Wﬁ.ﬁx 000 BCcex poacTBeHHUKax npobaHaa (aHaMHe3);

- [locTpoeHne poaoCIOBHOMN;
- OcdbopmneHue nereHabl K pOOOCIOBHOWU;
KnnHuko-reHeanornyeckum aHarnius poaoCriOBHOM:
- BbISIBMIEHME HaCNeOCTBEHHbIX OoOne3Henm u BPOXAEHHbIX
NOPOKOB pa3BUTUA B POJOCITIOBHOMN,
- onpegerneHue Tuna HacnegoBaHua 6OO0Me3Hn, 3UroTHOCTU
(romo-, reteposanrota) n NeEHETPaAHTHOCTU reHa,
- pacyeT TreHeTM4ecKoro pucka (BEpPOATHOCTU POXOEHUS
pebeHKa ¢ HacneacTBEHHOW naTtonornen),
- BbIBOObI W pekoMeHaaumn angd npobaHga W YNeHoB
POOOCIOBHOWN. S

6 F T o
i [

ApTtepuanbHas CaxapHuin guaber MN3B6uirounasn
rMnepreHsus 2-ro Tmna Mmacca Tena




CIIOXXHOCTU KININHUKO-FrEHEATNNTOIT'MYECKOIO
AHAJIN3A

- B 3aBMuCMMOCTM OT uUenu uccrnegoBaHUA pPoOoOCNOBHAaSA
MOXET ObITb MOMHOW UNN OrpaHNYEHHOMN.

- XenaTtenbHO CTpPeMUTbLCA K Haubornee noOfIHOMY
COCTaBJIEHUIO POOOCSIOBHOM MO BOCXOAALLEMY, HACXOOALLEMY
N DOKOBbLIM HanpaBIEHUSIM.

- CnoxHocTb cbopa aHamHesza: NpobaHa O0IMKEeH XOpPOoLUOo
3HaTb POACTBEHHWKOB MO NIMHUX MaTepPU N OTLA HE MEHEE TPEX

MOKOMEHUN U COCTOSIHME WX 300pOBbs, YTO ObIBAaeT KpanHe
penko.

- OpgHoro onpoca, Kak npaBuno, HeAoCTaTOYHO: AnS
HEKOTOPbIX YJIEHOB pPOOOCNOBHOM MNPUXOAUTCA Has3HavaTb
MONHOE KIMHUYEecKoe, napaknuHudeckoe unu nabdopaTopHoe
obcrnepoBaHne Ans YTOYHEHUS COCTOSAHUS UX 300POBbS.




[MPOBJIEMbI AHAJIN3A
POLOOCJIOBHbIX

PelweTkn [leHHeETa M TeCcT Xu-KBagpaT XOPOLUO
paboTtatoT ONnsag opraHM3mMoB C  OOSbLUUM
YMCIIOM  MOTOMKOB N KOHTpONUpyembie
CKpeLllMBaHus, HO Yy YerioBeka Bce Moadpyromy:

1. He6onbwoun (M oMeHb HebOonbLUIOW)

pa3mep cemMemn.

2. Mpon3BonbHbIN BbIOOP OpaYHbLIX
napTHepoB.

3.Mpobnembl ¢ TOYHLIM onpeaesrieHneM
OTLIOBCTBA.




OCHOBHbIE CMBOIJI1bI

Myx4dnHa

My>X4nHa — HOCUTESb

npusHaka

>KeHLmHa

>KeHLmHa — HocuTernb
Npu3Haka

[lon He onpeneneH

YmepLunu

HeobcnegoBaHHbIN

KIMTMHNYECKN 4JieH CEMbW

CemenHas
napa

PoactBeHHas
ceMeunHas napa

| L— :ﬁi Cubcebl
1
1 i ‘ [MpobaHg
1 2 "\

[€eTepOo3nNroTHbLIN
HOCUTESb MyTaLun




AYTOCOMHO-OOMNHAHTHOE
HAC]] HOBAHJ/IE

paBnno s ayrcaMjaepa B JOMMHAHTHBIX CeMbSX : BCe 00JIbHbIE
ayTcaiaepbl rerepo3uroTHoI 1Mo JOMUHAHTHOMY (MATOJIOTHYECKOMY)
ajieqro. Bce 3m0poBblie ayrcamaepsl — TOMO3UIOTBHI IO
HOPMAJILHOMY pPeleCCHBHOMY AJLJIEJIIO.

IIpoGan — Yea0BeEK, ¢ dd :‘ ——. Dd

KOTOPOIr0 HAYMHAETCS
reHeru4eckKoe
00CJIeI0OBAHUE CeMbH U

cOCTaBJIeHHE
POIOCTOBHOM. dd —( 1 2 ——. Dd
1/2 Dd

- 1/2 dd |
3 4

3/4 dd

1/4 Dd (affected)




AYTOCOMHO-PEHECCUBHOE HAC/IEAOBAHUE

Bce 60nbHbIe — FOMO3UIroTbl MO MyTaHTHOMY annersto

340poBble ayTcangepbl MO YMOTYaHUIO — FOMO3UroThbl NO
HOpMaribHOMY ansiento

B ceMbsiX ¢ peueccUBHbIM HacriegoBaHMUEM YacThbl
ONn3KopoAacTBEeHHbIe Opaku

rr .4%;'/_\; RR

RR ()—1 =2 . rr

3 ( 4 (5)

N S

all normal I 1/2 affected
1/4 affected




IJIAJIKO BBI/IO HA BYMAIE, J/IA 3ABBI/IU IIPO OBPAI'H ...

HHPOBJIEMbI
DeHOKONMUH
I eHOKOMTUM
HemositHast M BO3pacT-3aBHCHMAs NMEHETPAHTHOCTH
Pa3Hasl SKCIIPECCUBHOCTH NMPU3HAKA
Jlpyrue THNbI HACTIEA0BAHUA NPHU3HAKA




MUTOXOHOPUAJIBHOE
HAGIIERQBA

I/ITOXOHI[ aJIbHAsA IHM(EHE{CHCI[YGTCH TOJIBKO IIO MaTepI/IHCKOﬁ

JIMHUH

Bce npetm OONBbHOM MHUTOXOHAPHUAIBHBIM 3a00JIEBAHWEM MaTepH
HACJIEIYIOT 3TO 3a00JIEBAaHUE

Y MyX4UHBI C MUTOXOHJpPHUAIBHBIM 3a00JICBAHUEM BCE JETH OyIyT
3JI0POBBI

Bo3MoxxHa  rereporiasMus — COYETAHHE B OMHOM SMIEKIECTKE
HECKOJIbKUX BapuaHTOB MT/IHK N I -

b1

MuToxoHapus.
AHK nacnegyerca
OT MaTepu

AApo KneTkH.
AHK

Hacneayercs —
oT 06oux
poauTenen

IMOPHOHANLHAERA KNETKE




CLIEMMEHHOE C MNONOM

HACJIEQOBAHUE -1

CuenneHHbin c 'Y
BapuaHT

[lpn3Hak BbiABNAe
TOJNIBKO Y MYXYUH |
nepenaetca no
MY>KCKOW NMUHNUN BC
CbIHOBbSM

[Tpn3Hak
reMU3NroTHbIN U
NPOABNAETCS BCETr]
ero Hocurteneu

+
XY

XY -




CLIEMNEHHOE C MONOM
HACTME[JOBAHVIE - 2 (HOWY/gHTHOE)

MaTtepu nepenaroT CBOK X
XPOMOCOMY C MYTaHTHbIM

annenem n godepsam, u 3 xdy

CbIHOBbSIM iy [ . Px
MyTaHTHY0 X XpOMOCOMY OTL| -

nepenatoT TONbKO Oo4Yepsm

CTtaHgapTHOe nNpaBusio 1/4 X°x¢ (affected)

ayTcanaepoB AN XEHWUH B  1/4 fod (normal)

CEeMbSX C X-CLeNNEeHHbIM 114 xX°Y (affected)

3abonesaHviem. AyTcaigepbl- 1/4 x*Y (normal)

MYX4YUHblI TEMUN3UTOTHbI U

BCerga ovesunaHo, KakoWu X? = domunanmmuiii MYMAHMHBLUL A171€/1b
BapWaHT HaxoauTcs Ha ero X X = peyeccuenviii nopmanvublil annens
XpPOMOCOME .



CuemnieHHoe ¢ 1M0JIOM HacJieJoBaHue — 2 (peueccuBHOe)

My>X4uMHbI nony4aroT CBOK X
XPOMOCOMY OT MaTepwu

r o
OTubI NepeaaroT cBoko X XY F X
XPOMOCOMY TOJbKO 0HEPSIM
Y XeHLMH doeHoTMN

HabnoaaeTcsa TONbLKO Npu b(P)( XY
FOMOSATOTHOCTA 110 MYTAHTHOMY y ry, .m T
annento

deHoTMn HabnogaeTca y
MY>XUYUH NP HanM4mMm — 1
MYTaHTHOrO annens l
[lpaBuno ayrcangepos - G .
KITMHUYECKMN 300POBbIE XXEHLLMHBI Y

paccMaTpuBaloTCs Kak 112 X° 172 X X X'Y X X'
rOMO3MUIOThI MO HopManbHomy  1/2 X Y 12XX

annento

l .



PonocaoBHaN cemuy: HE YCTRHOBACGHO, KTO H3 CYNpyros nepsoro
nokoseHus (1) O HOCHTEJNEM NATOJOFHYECKOrO reHd (CHHA-
poM 3aepca — Jlawaoca — THNEPINACTHYHOCTE H XPYNKOCTh KO-
KH, FHNCPNOABHKHOCTL CYCTABOB, MOBHIICHHAA KPOBOTOYHBOCTL),
nepepatioro asym cuuosbaM (II). Pacwupennoe BOCNPOH3BOACTBO

I\ vLEL
L‘g's iy 0¢ gg

5061

47 48 A9

ceMbLd (C XOpoweR BbHIKHBAEMOCTBIO 60ALHLIX) NPHBEAO K NOsABAE-
Hu© 99 GoabHLX B NOCJAELAYIOWMX NHATH nokoaewusx — I, 1V, V,
VI, VII (nocaeinee — B npouecce obcaerosanns). [erasmun o6o3-
HAYeHO ABA CAYUas CKPHTOrO HOCHTENLCTBA.



KOMIIBIOTEPHBIE 'EHEAJIOI TYECKUE
INPOI'PAMMDbI

CocraBiieHHe POAOCIOBHON — 3aja4a HeNpocTasi, TpeOywumas u
MACCy HHTEJUIEKTYAJbHbIX PACX0J0B M HEMAaJ0 BPEeMEHHbIX
3arpar.

B Bek wHQOpMmaTuzanmuu IS OOJIeTYEHHST cOOpa W XpaHEHUs
T€HEATIOTMYECKOU MH(pOpMaIuu IIPENJIOKEHBI pa3JINYHBIE
PYCCKOA3BIYHBIE U QHIVIOA3BIYHBLIC  DJIEKTPOHHBIE  IIPOrPaMMBI,
MTO3BOJISIOIINE OOJIETYUTh U YCKOPUTH COCTABIEHUE POJOCIOBHOM.

afh K




KIIMHUKO-TrEHETUYECKUE BA3bI
OAHHbIX

Online Mendelian Inheritance in Man - OMIM
www. Omim.org

Gene Clinics
www.geneclinics.org

National Newborn Screening and Genetics
Resource Center web site: NNSGRC -

www.genes-r-us.uthscsa.edu/

Alliance of Genetic Support Groups
www.medhlp.netusa.net/www/agsg.htm




[eHeasiocuyeckuu Mmemoo
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24 25 26 27 28 29

Onpenenute, AJOMUHAHTEH UK peLiecCUBEH OaHHbIW NPU3HaK?

bornbHbIe He 8 KaxO0oM rokorneHuu (18—23), 6oribHOU pebeHOK y 300p08bIX
pooumerneu (17—18) — 3Ha4um amo peueccusHbIU 2€H.

OTOT NPU3HaK cuensieH ¢ nosioBbIMM XpOMOCOMaMu Un ¢ aytocomamm?

C aymocomamu, mak Kak 6orerom 8 pasHoU cmerneHu U MyXYUHbI U
XKEHWUHBI.

Onpenenute roe BO3MOXHO reHOTUNbl ocoben Mo AaHHOMY MPU3HaKy
(rOMO3UIOTHOCTb, reTepPO3nroTHOCTL). CBOWU paccyXaeHUs NosiCHUTE.
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Onpepenute, AOMUHAHTEH UIN PELIECCUBEH OaHHbIW NPU3HAaK?

boribHbIe 8 Ka)XXO0oM roKosieHuu, 6orbHouU pebeHOoK mosibKo y 60rbHbIX pooumereu
— 3Ha4um 3mo OOMUHaHMHbIU 2€EH.

OTOT NPU3HaK CLENSIEH C MNOMTOBbIMU XPOMOCOMaMu UM ¢ aytTocomamm?

C aymocomamu, mak Kak borierom 8 pagHouU cmereHu U My>XYUHbI U XXeHUWUHbI.
Onpegenute reHoTUnbl ocoben No gaHHOMY Mpu3Haky (roMO3UIrOTHOCTb,
reTepo3nroTHOCTb). CBOU paccyXaeHus nosAcHUTE.
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Onpenenute, AOMUHAHTEH UIN PELIECCUBEH OaHHbIW NPU3HAK?

borbHbIe HE 8 Ka)XOOM roKosieHuu, 6osibHolU pebeHoK y 300p08bIX podumerneu —
3Ha4yum 3mo PeueccusHbIl 2€eH.

OTOT NpPU3HaK CLEeNIeHHbIM C NOSI0BLIMM XPOMOCOMaMM Ui ¢ ayTocoMamMmn?

C nornoekiMu xpomMocoMamu, mak Kak 6osrierom 8 0OCHO8HOM MYKHYUHBbI.

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

B X-xpomocome, mak Kak amom rpu3HaK rposierigsemcs y My>X4uH U XeHuWuHb! NeT.
Onpegenute rae BO3MOXHO reHOTUNbI 0coben No JaHHOMY NPU3HaKy
(rOMO3UrOTHOCTb, reTepOo3nroTHOCTL). CBOU paccyXaeHNA NOACHUTE.




[eHeasiocuyeckuu Mmemoo

Apkum npumepom X-cuensieHHOro peLecCcMBHOMoO Tuna HacnegoBaHUs ABMAETCS
HacnegoBaHWe reMouUnnn B LApCKMX gomax EBponbi.

Koponeea Bukropua B AHrnun O-l- .Femoqmnmn O HKeHwuHa

| HOCHUTENDb

Anuca %ﬁﬁﬂ-gﬁ““ ﬂcleononbp. Eearpmlcca

O O OO0 T

WpeHa Anekcanapa | Hukonai Il Anunca Bukropua- Aﬂb(bOHCO Mopuc
EBreHua

B VlcnaHmm

aom 66600 omn mOoooUm

Bonbgemap leHpu Anekcen BuckoHT AnbdhoHco
B [lpyccun B Npyccun B Poccun TpemaraH B MicnaHun

ichnonb3oBaHMe reHeanorMyeckoro MeTtoda Mnokasasio, 4TO npu
POOCTBEHHOM Opake, MO CpaBHEHUIO C HEPOACTBEHHLIM, 3HAYUTESIBHO
BO3pacTaeT BEPOATHOCTb MOSABIEHNS YPOACTB, MEPTBOPOXAEHUN, PpaHHEN
CMEPTHOCTM B MNOTOMCTBE. B poacTBeHHbIX Opakax peuecCuBHbIE TEHBbI
Yyalle nepexogsTt B rOMO3UIrOTHOE COCTOSAHWE, B pe3yrbTaTe pa3BuMBakOTCS

T€ UIMN NHblE aHOMaIllnn.




[ eHeanoau4dyeckuu mMmemoo

[To ayTOCOMHO-4OMMWHAHTHOMY TUMY HacneayTcA:
nonuaakTUnus, bpaxmogakTnnus (kopoTKoMnarocs, oOycrosreHHas
OTCYTCTBMEM (panaHr Ha nanbulax), BO3MOXHOCTb CBEPTbIBaTb $3blKk B
TPyOOUKYy, BECHYLLUKW, paHHee oOnbiCeHNe, Kapue rnasa, BOSIHUCTbIE

BOJ1OCHI.

OT1cyTCcTBME BECHYLWIEK, ronybble rnasa, npaMble BOJSOCHI, anbObUHU3M,
PbDKME BOSIOCbI W ApyrMe rMpu3Haku HacrneayTca Kak  aymocoMHO-

peueccusHhble.




[JOMWHaHTHBIN reH A, onpegensiowin TEMHbIW LUBET BOMNOC, NogaBnseT NposBneHne peueccuBHOro reHa a,
onpegensoLwlero CBeTNbIW LUBET BOMOC.




[1OMUHaAHTHbIE MPU3HAKWU PeueccuBHbIe NMPU3HAKN

MonHbie rybsi. ToHkue rybbi.




[loMUHaHTHbIE NPU3HaKK PeueccuBHbIe NpU3HaKku

TemHasn koxa. CseTnas koxa.




[loMVUHaHTHbIE NPU3HAKK PeueccuBHbIe NPU3HaKK

KypuaBble BONoCHI. Mpsimble BONOCHI.




D.OMVIHaHTHbIe NMPU3HAKU PeLeccuBHble NMPU3HAKN

BecHyLwwku. OTcyTCcTBME BECHYLUEK.




AnNbOVHN3M — peLleCCUBHBIN
Npu3HaKk




Bnu3HeLoBbIN MeToA

I103BoJIsIeT BHIABUTH MYJIbTH(DAKTOPHUAIBHBIE
3a00/1eBaHUs T.e. 00JIE3HU € HACJIACTBEHHOM
IpeaApPacoI0KEeHHOCTHIO.

®opmyna KoabuuHrepa BJIN3HeoBbIii MeTOX — AaeT

BO3MOKHOCTH YCTAHOBHUTH POJIb
reHoTuna u paxkTropos cpeabl B
BO3HHMKHOBCHHHU 3200/IeBaHUA

H - xo>ppunuent
HACJIEICTBEHHOCTH

C - KOHKOPIAHTHOCTH Ecim H > 0,7, 1o

NPHU3HAK HACIENYETE

hared



brnusHeuyamu HasblBalOT OOHOBpPeMeHHO poauBliunxca geten. OHu ObiBaloT
MOHO3U20MHbIMU (OOQHOANLEBBLIMWN) U OU3U20MHbLIMU (Pa3HOANLIEBLIMU).
MOHO3UroTHbIE ONM3HeLUbl pa3BMBaOTCA U3 OOHOW 3UrOThbl, KOTOpPAA Ha cTaauu
apobrneHnss pasgenunacb Ha ase (unu Oornee) 4dacten. [lloatomy Takue
Orn3HeLbl FreHETUYECKN MOEHTUYHbBI U BCerga O4HOoro nona.




bauzneuoewvtit memoo

MOHO3UrOTHbIE GnnsHeubl
XapakTepuaylTca  OOnbLUOM  CTENeHbio
CXOACTBA (KOHKOPOAHIMHOCMbBH) NO MHOTUM
npu3Hakam.

o Tem Npu3HaKkam, KOTOpble
KOHTPOSINPYHOTCH reHamum, CXOACTBO
coxpaHsaeTcsa Ao rnmyboKon CTapoCTMu.
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JIM3UroTHBIE OJIM3HEIBI MOT'YT OBITh KaK OJIHOTO, TaK U MJIM Pa3HOTO
nojia. B oTandue oT MOHO3UIOTHBIX, JU3UTOTHBIE OJIM3HEI[bI YaCTO
XapaKTEPUIYIOTCS OUCKOPOAHMHOCTbH) — HECXOJICTBOM MO MHOTUM
IIpHU3HAKaM.




briusHeuyosbiu Memoo

KoHkopaaHTHOCTb, %

[pu3aHakw MoHo3urotTHele | [OuU3UroTHble
Onu3Heubl Onu3Heub!

HopmanbHble

pynna kpoeu (ABO) 100 46
LiBeT rnas 99,5 28
LiBeT BONOC 97 23

[laTonorn4yeckue

KoconanocTb 32
"3anybsa ryba" 33
BpoHxnanbHasa actma 19

Kopb 98
Tybepkynes 37
Inunencus 67
LLInsohpeHus 70

[lo BCcemM npuBeOeHHbLIM MpU3HaKamMm KOHKOPAAHTHOCTb Y MOHO3UrOTHbIX
OnnM3HeUOoBbIX 3HAYUTENbHO BbIWE, YEM Y AOU3UTOTHbIX, OOHAKO OHAa He
aBnsetTca abcontoTHon. Kak npasBuno, OWUCKOPOAHTHOCTb OAHOSINLIEBLIX
Onn3HeUOB BO3HMKAeT B pesynbraTte HapyleHUn BHYTPUYTPOOHOro
pPasBUTUA OOHON0 M3 HUX UMK Mo4 BIUAHMEM BHELUHEW cpedbl, eCrnm OHa
Obinia pasHon.




briusHeuyosbiu Memoo

KoHkopaaHTHOCTb, %

MNpusHaku MoHO3UroTHble | [QW3UroTHble
Onu3Heubl Onu3Heub!

HopmanbHble

pynna kpoeu (ABO) 100 46

LiBeT rnas 99,5 28
LiBeT BONoC 97 23

[laTonorn4yeckue

KoconanocTb 32
"3anybsa ryba" 33
BpoHxnanbHasa actma 19
Kopb 98
Tybepkynes 37
IAnunencus 67
LLInsohpeHus 70

Bnaropaps  Gnu3HeuoBomMy — MeTody, Oblna  BbIiCHEHa  HacneacTBeHHast
NpeapacnofoXeHHOCTb YeroBeka K psay 3aboneBaHuii: LLN3ohpeHnn, YMCTBEHHON
OTCTanocTu, ANUNEncun, caxapHomy anadeTy u Apyrux.

HabntogeHns 3a MOHO3UIOTHbIMK BM3HeLamMu aaT maTepuan Ansa BbIACHEHUS Poru
HacneacTBEHHOCTU U cpedbl B pasBUTUN Npu3HakoB. Npuyem nop BHELUHeN cpenon
MOHMMAIOT He TONbKO M3nyeckme akTopbl cpeabl, HO U coLunarnbHble YCNoBuUS.




Memood odepmamoanuguku  (derma-koxa, gliphe-
pucoeamb) — OCHOBaH Ha W3YYEHUU KOXHOro penbeda
nanbLEeB, KNCTU U CTONbI. B 3TnX y4acTkax KOXXun B OTNMYME OT
apyrux — anuoepMmuc  obpasyer cBoeobpasHble ©opo3abl.
PuUcyHOK anuaepmanbHbiX  (NAnNUNgpHbIX) - NUHUA
oTnNn4yaeTcss Yy pasHbiX uHAMBMAOB. [losToMy paHblUe
oTrnevyaTkn nanbLeB WUCNONbL30OBaNMCb BMECTO MOANUCK.
Cywecmeyem crniedyrowiue criocobbl OepmamoariuuKu.
a)oaktunockonma  (PUCYHKM  KOHYMKOB  nanbLuEB),
naribMoCKonusa (PUCYHOK KUCTW), e
B)NaHTOCKOMUS (PUCYHOK CTOMMbI).




Jakmunockonusi — camblnl pacnpocTpaHeHHbIN cnocob aepmaTornmgukn,
OCHOBaH Ha U3y4YeHUn pUCyHKa NMHUMN KOHYNKOB (panaHros. PasnuyaloT B

OCHOBHOM 3 3aBuUTKN (W).
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gyecu nemniu 3aBUMRU

[TanunasgpHble JIMHUM SIBIISIFOTCS MOJIMICHHBIMHU IIpU3HAKAMH, HX
¢bopmupoBanue HauumHaeTcs ¢ 10-20 Hemenau sSMOpHOIreHE3a U
3aBepmiaeTcad K 6 mec. dopma pUCyHKA HE H3MEHSETCS B TCUCHHE
xn3uu. Cpeau opM NanWUIAPHBIX JIMHUNA Yalle BCTPEYarOTCs IETIIH
(mo 60%), pexxe — nyru (6%). UacTtora hopM NanMUISIPHBIX JTUHUN
pa3anvaeTcs y pa3HbIX pac.




lManbMockonusi — N3y4YeHne anuaepmarsribHbIX NUHUWA, TPUpaOauycoB, YrnoB
MeXxay Tpupaguycamm Ha KUCTU. Tpupaguycbl (OenbTbl) MecTa CXOXAOEHUd
TPEX pasHOoHanpaBneHHbIX NMUHUNA. [1pn N3yYEeHUN XPOMOCOMHbLIX CUHAOPOMOB
npuaaetca bonbloe 3HadeHne yriny mexay Tpupaguycamu atd (a-tpupagunyc
— B OCHOBaHUM BTOpOU dhanaHru, d-Tpupaguyc B OCHOBAHUKU NATOMN doanaHru,
t-Tpupaonyc B cepeanHe bpacneTtHoOW ckrnagku). Y HopMarbHbIX Nogen yron
atd Ttpupaguyca 57°-60° npu cuHgpome LayHa — 80°, npu cuHOpome
KnanHdpenstepa-42°, npu  cuHgpome  Llepelwuesckoro-TepHepa —65°.
YcTaHOBMNEHa TakXe, YTO Yy NPaBOPYKNX KOXHbIN PUCYHOK NpaBon pPykn boree
CIOXHbIN, YEM NEBOW.

1-cuHgpom llaray;

2-cuHgpom [ayHa;

3-cuHgpom LLlepewieBckoro-TepHepa;
4-HOpMa;

9-CnHApom KnanHgensrepa




Te, y xoro cpeau majablEBBIX Y30pOB MHpeoOJadarOT JAYIH,
OTJIMYAKOTCS  KOHKPETHBIM  MBINUJICHUEM. OTH  JIFOOU
OJTHO3HAYHBI 5 11EJICY CTPEMJICHHBI, UM TPYAHO
PUCITOCAOINBATHCS K M3MEHECHUSIM OKpY>KarolIeu
OOCTAaHOBKM W NPUCIYIINBATHCS K MHEHHUIO JPYTHAX JIFOACH.
OHM IIpaBaKBbI, OTKPOBECHHBI, HE JTIOOST 3aKYJIMCHBIX UHTPHL.
Hepeako nroayu nogqo0HOro Tviia BbIOMBarOTCSl BO BCAKOTO poJia
HA4aJibCTBO. Jlromu ¢ mOpocToM OpraHu3allied HEPBHOU
neaTenbHoCTH. CTaOWiIbHBI, NOPSIMO MAYT K Hean. B
[IEPCIIEKTUBE JOCTUTalOT BEPIIUH CIIY>KEOHOM JeCTHUIIbI. He
MYYaroT Ce€0sl TUITHUMHU MBICISIMA U COMHECHHUSIMM. . .




JIronu ¢ mpeoOagaHueM Ha MaibliaX MeTJEeBbIX Y30POB - 3TO «30J10Tas
cCepenHa». Y HUX IUPOKUN KPYI UHTEPECOB, OHU JIETKO CXOIATCS C
OKPY KAIOIIMMHU, TEPIAT UX JIO0bIC CTPAHHOCTH, BIIOJHE aJICKBAaTHO MpPH
3TOM OLICHMBAas Ipoucxojsduiee. [Ipn Bcex MX IUIHOCAX ¥ MHUHYCAX 3TO
UJIcaJbHbIC PYKOBOJAUTEIN, CIOCOOHBIE XOTh W II0 MHUHHMYMY, HO
yIOBJIETBOPUTh BceX. TeM Ooee 4TO Ha OKPYXKAIOIIUX OHU HE HABST
(KaK JIIOAW C JyramMyd) U HE MYYarOT HUKOTO MOCTOSSHHO MEHSIOIIMMHUCS
3aMbIiciaMu  (Kak oOyagarenu 3aBUTKOB). (OcHoOBa CTaOWMJIBHOCTH
obmectBa W ceMbu. MM wMoxHO jgoBeputh Poauny. Craparorcs
OCO3HAHHO M TOYHO COOIIOIaTh MHCTPYKIUM. SmepHas KHOMKA B HX
pyKax W aBTOMAaTr He JaayT cOos. Ha HUX B OCHOBHOM paccy

CUCTEMBI IMOJITOTOBKM OT NETCKOro a0 BY3a.




«3aBUTKN» — «BUTAKOIIME B 00JaKax» JIOAH OOreMbl. TBOPUECKH OYCHD
OJJapEHbI, BCE CXBaThIBAIOT Ha JIETY, O4YEHb OBICTPO OOyYaroTCH,
XBaTAKOTCA Cpa3y 3a HECKOJILKO JIEJ, HO YaCTO MX HE JIOJICIIBIBAOT, TEPS
K HUM HHTepec. TOIbKO OHM CaMU B COCTOSIHMM 3aCTaBUTh C€0s YTO-TO
caenarb. HecMoTpst Ha CBOKO KOJIOCCAJIbHYHO BBIHOCIIMBOCTb, 001a1aTeIn
«3aBUTKOB» HE€ TEPISIT HEOPUATHBIX I ce0s O0OCTOSATEIbCTB.
OHM TIOCTOSIHHO HEOOBOJIbHBI COOOM, CKJIIOHHBI K CaMOKOIIAHHUIO H
MYYHUTEIILHBIM COMHEHHUSM. BOJIBIIOE KOJIWMYECTBO 3aBUTKOB I'OBOPUT O
TOHKOM, BO30yIMMOM MCUXUKE. X OTIMYaeT, ¢ OQHOM CTOPOHBI, OYECHb
BBICOKAs HEPBHAsI OpPraHU3alus, C APYIrOd — HEYCTOMYMBOCTh ICUXUKHU,
CKJIOHHOCTbD K JICIIPECCHHM.




B KkadecTBe 0000IIEHHOr0 MNMOKA3ATEJN MNOTEHIUAJBHBIX
BO3MOKHOCTEH 4YeJiOBeKa CHOPTCMEHBbI HCHOJb3YHT Tak
HA3bIBAEMbIN [1€JbTOBbIM HHAEKC, 3ABHUCAIIMUA OT CJI0XKHOCTH
najableBbix y3opoB. HaubOosiee npocroin — ayra — 0, merys — 1,
y30p WM 3aBUTOK — 2. MakcCUMaJIbHBIN MOKa3aresb (MCXOas U3
10 maasuen) — 20. Huzkuii (10 10) xapakrepusyer He3aypsiIHbIE
CKOPOCTHO-CHJIOBbI€ KauecTBa (BeJOTPEK, Jierkas arjeTHKa,
kKoHbKH). Cpeauuii (or 10 10 13) — moka3arejib BLIHOCJIAUBOCTH
(JIBIKM, BEJIOTOHKA, cTallepCKue TUCTAHIUM). Bbicoxkuil (BbIlIe

13) — cmocoOHOCTM K CJHOKHOM  KOOPAMHHPOBAHHOM
IleﬂTeJIbHOCTI/I (luTaHra, 00Kc, (]mrypnoe KaTaHne)




JakTunockonua —  pasgen  Tpaconoruy,  u3ydalwum — cBOUCTBA U
XapakTEPUCTUKN NanunspHbIX Y30POB KOXW 4erioBeka, rfaBHbIM 0bpasom
nanbUeB PYyK, cpeactBa U MeTodbl UX ODHapYXeHUda, doukcauuun, U3bATUS U
nccrnegoBaHMs B LENAX KPUMUHANUCTUYECKOM perucrtpauum JNUYHOCTU, ee
naeHTUMUKaUnm n posbicka.

JlapoHHasAs nMOBEPXHOCTb PYKU COAEPXKUT HECKONbLKO rpynn MNpPU3HaKoB,
no3sonsawWUx naeHTudnumpoBaThb YerioBeka:

IcprekcopHble NMHUK (CrnbaTtenbHble);

l«benble NMMHUNY (NMHUKM bokapuyca) — Menkue CKagkm KOXu, PacrosioXXeHHbIe
Ha NaOHHOW NMOBEPXHOCTU PYKN U Ha (panaHrax nasnbLes;

ImanunnapHble  JIMHUA — JWHEWHble BO3BLILLEHUSA KOTOpble, wu3rnbasco,
00pasyloT CrNOXHble MOCTPOEHUA N Y30pPbl pasnUYHoOW opMbl, pacnoraratoTcs

No BCEN NagoHHOM NOBEPXHOCTU U pasaensaoTcs MenkmmMmmn 6opo3akamu;
ITOHKNE NUHUK; L T

Ipybubl (Lupambl);
Inopebl.

Ona Havana
CKaHMpOBaHuA
HaXXMUTE KHOTKY
"HauaTtb".

Hauatb
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LlumozeHemuyeckul memoad

L{umoeeHemu4yeckul memoo

OCHOBaH Ha N3yyeHnu
XPOMOCOM 4erioBeka B HOpMme
n npun naronorun. B Hopme

KapuoTumn YyenoBeka
BKMtovaeT 46 XxpoMocomMm — 22

M K)& (((i KIS M\ Hi M eps arocon

cnonb3oBaHue [JaHHOro
‘ ﬁ x ‘ n n b “ x x * x A A MeToda MO3BOMUIO BbIABUTb
15 16 17 19 20 21

rpynny bone3Hen, cBA3aHHbIX

‘ “ MonoBble XPOMOCOHbI nmbo C uU3MeHeHueM u4ucna
Cnesa: X - XpoMoComa XpOMOCOM, nmbo C
29 ay  CTRRAY - XpOMOCONS N3MEHEHUSIMUN UX CTPYKTYPBI.




AMHUOTHYECKAS (OKONONNOAHAR)
XMOKOCTL

Bantwe npobbl KynsTypa
| KNETOK

\-\ \ A,

LY )
Js ~f':".'.':_3: |
o l.lll: vy
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Buoxumuveckne
TECTH

XuaKocTk

AMHUOTUHECKME

KNIBTKH XPOMOCOMBI

K cranmaptHeiM mporeaypaM I[UTOTCHETHYECKOTO AaHAJM3a KpPOBH
OTHOCUTCSI KapuoTuInupoBaHue. C €ro moMOIIbIO BBISIBJISIFOT HAPYILICHUS B
KOJIMYECTBE U CTPYKType XpomocoM. JUIsi aHanu3a kKapuotuma, 3a0op
KJIETOK KPOBHW JIEp>KaT B TUTATEIBHOW CPEJe Ha IMPOTSHKEHUU 3 CYTOK.
3aTeM MPOUCXOIUT (PUKCAIMS MOJTYYEHHOTO Marepuaja U U3y4YCeHHUE IO

MHUKPOCKOIIOM.




LJumoeeHemuyecKkuu memoo

Takme 60ne3Hn Nonyynnmn HasBaHne xpPoMocomHbIx. K
UX YuUCny OTHOcATCA: cuHapoMm KrnauHoenstepa,
cuHapom LLepelueBckoro-TepHepa,

bonbHble ¢ cuHapomom KnanHdenesrepa (47,XXY)

Bcerga MY>KYUHbI. OHun XapakTepusyrTcd
HeOopa3BUTUEM  TMOSIOBbIX XXenes3, [AereHepauunen
CEMEHHbIX KaHarnbLeB, 4acTo YMCTBEHHOM
| OTCTaNoCThb}O, BbICOKNM POCTOM (3a cuer

~ HernponopLMoHanbHO ANTMHHbIX HOT).

 JInwHas  X-xpomocoma KOHOEHCUPYETCS B Tenble
bappa. Tenbua bappa oOHapyXmMBalOTCA B XEHCKUX
KNneTkax wun B KneTtkax 60nbHbIX C CUHOPOMOM

KnanHopensrepa.
P N finpo padili N s sl
/ / ,Uutonnasma N N D
{ : \ ; \ / ] J - \
5’ : : 3 { . : : "", ‘ \ \\ I ‘ ‘
\ h F Lol /: '\ // 4 ‘ ') )" ‘ \ '
\\;‘;‘.4/,» Tenbue bappa T A \.\ - \\\ S
46, XY (Ny-1=0 46, BX (N-1=1 - X
gk o angxy V1= T BRX (N-1-2) SHBEX (v-1-3)



LJumoeeHemuyecKkuu memoo

47; XXY — cuHgpom KnanHdenbsrepa,

45; XO — cuHapom LLepelueBckoro-TepHepa;

! {
@ @ 47; 21,21,21 — [layHa.
1 2




buoxumMuuecKum MeTox

[IpyyHON MHOTHX BPOXKJICHHBIX HApyIICHUW METa00IM3Ma SIBJISIFOTCS
pa3ianuHble  ACPEeKTbl  (EPMEHTOB, BO3HUKAIOIIUE  BCICIACTBUE
U3MEHAIOIIMX WX CTPYKTypy MyTalud. BHOXMMHUYCKHE MOKa3aTeau
(IEpBUYHBIN MPOAYKT I'€HA, HAKOILUICHHUE IMAaTOJOTHYECKUX META00JIMTOB
BHYTPU KJIETKM M BO BCEX KIETOYHBIX >KHUJIKOCTSIX OOJILHOrO) Oosee
TOYHO OTPaKar0T CYIIHOCTh OOJIE3HH IO CPABHEHHUIO C IOKa3aTeiIsIMU
KJIMHUYECKUMHM, TI09TOMY HMX 3HAYCHHE B JIMArHOCTHUKE HACJIEACTBEHHBIX
0OJIE3HEW MOCTOSSHHO Bo3pacTaeT. Mcrojgb30BaHME COBPEMEHHBIX
OMOXMMHYECKUX  METOMOB  (dyexkTpodope3a, xpomarorpadumu,
CIIEKTPOCKONUMU W JIp.) MO3BOJISIIOT ONPEACIATh JIOObIE METa0OIUTHI,
crielu(pUIECKUE ISl KOHKPETHOW HACIEACTBEHHON OOJIE3HH.

[IpeaMeTOM COBpPEMEHHOM OMOXMMHUYECKON JAUArHOCTUKM SIBIISIFOTCS
Creun(pUIECKUE META00INUTHI, SH3UMOIIATUH, PA3INYHbIC OCIIKH.
O0bekTaMHu OMOXMMHYECKOI0 aAHAJIU3a MOIYT CJYKMTh MOYA, IOT,
mjia3Ma " ChIBOPOTKA KpPOBH, (OpMEeHHbIE 3JJIEMEHThl KPOBH,
KYJbTYPbI KJIETOK ((pudpod/1acThl, TUMPOUUTHI).




buoxumu4veckut Memod NO3BONSAET OOHapyXuUTb HapyweHnss B 0OMeHe
BELECTB, BbI3BaHHbIE WU3MEHEHMEM TEeHOB W, KaK CrieacTBue, U3MEHEHUEM
aKTUBHOCTM pasnuyHbiX epMeHToB. HacnenctBeHHble ©OonesHn obmeHa
BELLECTB noapasgensattTcsa Ha 6onesHn yrrneBogHoro obmeHa (caxapHbii
onabet), obmMeHa amMMHOKUCNOT (dpeHunkeToHypusa), nunuaos (bonesHb Tes-
Cakca), MnHepanos un ap.

HedekT pepmeHTa Twn rMukoreHosa
[nioko30-6-hocartassl » 1 1un (bonesHb lupke)
Anbha-1,4-rnokoanaassl » 2 1vn (bonesus Momne)
Amuno-1,6-rniokoanaass! » 3 tvn (Boneans Kopu)
D-1,4-I'niokano-a-rniokosunTpaxcdepass » 4 tvn (bonesub AHOepceH)
MukoreHdochopunassl MUOUMTOB » 5 1un (bonesns MaxkApons)
mukoreHdochopunassl renatoumuTos » 6 tun (bonesHsb Mupca)
dochorniokomyTass! » 7 1tvn (Bonesus ToMrncoHa)
®ochodpyKToMyTasb » 8 tun (boneske Tapyu)

Kunasbl chochopunasel B renaroumrax » 9 1un (bonesnb Xaza)



MonekynapHo-reHeTu4eckme Metoabl

3HaHUE CTPYKTYpPhl U (PYHKIIMA T€HOB, OCHOBHBIX BHJIOB H3MEHUYMBOCTH,
3HAKOMCTBO C HACJICACTBEHHBIMH OOJIC3HSIMU MO3BOJISET IEPEUTH K
AHAJIU3Y MOJIEKYIAPHO-TC€HETUYECKUX METOJIOB. MeTtonpl
MOJIEKYJIIPHOM T€HETHMKM HAIpPaBJIEHbl HA M3ydeHue MoJiekyibl JIHK
KaK B HOPME, TaK U MPHU €€ MOBPEKICHUHN, & TAKKE HA «MAHUMYJISALIUN
¢ wmonekyramu JIHK wu PHK. MHWcnons3oBanue MonekynsapHO-
F€HETUYECKUX METON0B TPeOyeT 3HAHUS OCHOBHBIX 3TAIOB MOJIYyUYEHUS
OmnpeeNICHHBIX TTocneaoBareabHocTer (pparmenToB) JIHK.

JTHK-amarsocTuka - 3To MaKCUMaJabHO TOYHBIM CIIOCOO AMArHOCTUKM:
IIp¥ HEM PHUCK OIIMOKHM COCTaBisieT Bcero 3 %, OBICTpBINA: pE3yIbTaThl
JOCTYIIHbI B TeueHHE 1-3 nHEW, yHHUBEpCaJbHBIM: CIIOCOO MPUMEHHUM K
[IIUPOKOMY CIEKTPY MUKPOOOB.

Pazaunvyaror asa meroaa JTHK-1narnocruku:

ImosinMepa3zHasi uenHasa peakuusi, wiam I[P (moaxomut s
HCCIEA0BAHUS MPAKTUUECKHU JIIOOOro MaTepuaia);

liaMrasHas nenHas peaxkuus, uiau JILIP.




[Tpuauun moaumMepasno-uennoii peakuun (IILP) npennoxun Kapu Mromnuc B 1983
rofy. 9TO OTKPBITHE CTAJI0 OAHUM W3 CaMbIX 3HAYUMBIX IS MOJICKYJISIPHOM OMOJIOTHH.
B 1993 rony MrwJiiuc 0b11 ynocroeH HodeneBckoii npeMmun B 00J1aCTH XUMHUH.

K 3ToMy BpeMeHH YK€ ObUIM M3BECTHBI YHUKAIbHBIC CBOMCTBAa OJHOIO M3 (hEPMEHTOB
HYKJICMHOBOM KHUCJIOTBI — taq-MojJuMepasbl. IDTO BEILIECTBO HEOOXOAUMO A
MCCJICIOBAaHUST METOJIOM IOoJIUMEpasHo-lienHoM peaknuu. I[lonmmmepasa oOnagaer
BBICOKOW TEPMOCTOMKOCTBbIO M TEPMOCTAOMIbHOCTHIO. [Ipu HarpeBe g0 TeMmepaTypbl
KUIICHNSI AKTUBHOCTH BEIIECTBA HE CHUKACTCS.

CyTb MeTOa 00BSICHSIETCS I0BOJIBHO MPOCTO. CylIeCTBYET MHOXKECTBO 3a00JI€BaHU, O
HAJIMYAN KOTOPBIX YEJIOBEK MOXKET HE MOMO03PEBATH JOJTO€ BpeMs. TpaauliMOHHBIE
aHAJIN3bl HE BCErJa CHOCOOHBI MPEAOCTABUTH IOJIHYIO KApTHUHY JUIi BBIHECEHHS
KOPPEKTHOTO JIMAardHo3a W HA3HAYEHUsA COOTBETCTBYIOLIETO JedeHusd. Kcmonb3ys
Bo3MOxxkHOCTH [IL[P B MeaunuHCKOM [MAarHOCTUKE, B OpPraHU3Me MOXHO HaWTH
MHUKPOOPTAaHU3MbI B MUHUMAJIbHBIX KOHIICHTPAIUSX.

[IIIP— 53TO BOCCO3HaHHUE €CTECTBEHHOIO PA3MHOXEHHUS HYKJIEWHOBOW KHUCJIOTHL. B
T€YEHHE HEOOIBIIOr0 BPEMEHHU, HMCHOJIb3Ysl BCErO0 OAWH (PparMEHT BEIIECTBA, MOXXHO
BbLACTUTh S50 MIpA. KIOHUPOBAHHBIX MOJIEKYJI. TO €CTh Bpauu IIOJYYarOT
HEUCCSIKAEMBIW UCTOYHUK JUUISI U3YUYEHUS.

I P BrIITOYaeT HECKOJIBKO OCHOBOIIOJATAOIIMX ITPOLEAYD:

=3200p 1 MMOJATOTOBKA MPOOBKI;

"[IOJIMMEPAZHO-1IETIHAS PEAKIINS,

"aHAJIN3 MaTepUasa, BbIJICISIEMOrO B XOA€ UCCIIEIOBAHUS.




OcHoBHBIE 001acTH npuMeHeHus TTL[P:

KJIMHUYECKasi MEAUIMHA

JUArHOCTHUKA MH()EKIMOHHBIX 3a001¢BaHUI

JMArHOCTUKA HACJICICTBEHHBIX 3a00JI€BaHUI

BBISIBJICHUE MYyTalluK

T€HOTUIIMPOBAHUE

KJICTOYHBIE TEXHOJIOTUU

CO3/IaHHUE TEHETUYECKUX MAaCIIOPTOB

SKOJIOT U

MOHUTOPHUHT COCTOSTHUS OKPYKAIOIIEU CPEIbI

aHaIM3 MPOJYKTOB MUTAHUS

aHaJIM3 T€HETUYECKU-MOAU(DUIIMPOBaHHBIX oprann3Mos (I MO)
cylaeOHass MEIUIIMHA U KPUMHUHAJIMCTHUKA

HUJICHTU(PUKALYS TAYHOCTH

YCTaHOBJIEHUE OTIIOBCTBA

(bapMaKoJIOrus

BETCpUHAPHSI

HAy4YHBIC UCCIEA0BAHUS (MOJIEKYIApHAsl OMOJIOTHsl, TEHETHUKA )




JIuraznasa nennHas peakuust (JILIP) sBiaseTcs ogHUM M3 MEPCIEKTUBHBIX
METOJIOB KJIIMHUYECKOW JIUArHOCTUKHW, WHTEHCUBHO pPa3BUBAEMBIM Ha
[pAaKTUKE B mocienHee necatwierue. 110 cBoer 4yBCTBUTEIBHOCTH WU
TOYHOCTU aHaim3a JILIP Bo MHOTHX Cciydasax mpoJeMOHCTPUpPOBAja CBOE
IPEBOCXOJICTBO  HE  TOJBKO  HAJ  KIACCUYECKUMHU  METOIAMU
MHUKPOOMOIOTMYECKOT0 aHaiu3a, TaKUMHU KaK M[OJYyYEHHE YHCThIX
KYJIbTYpP, UMMYHOXUMHWYECKHWM aHaIW3, HO U HAJ COBPEMEHHBIMU
BapHaHTaMM IoJMMeEpa3Hou nenHon peakuu (I1L[P).

s ClwwuBKa - onepauus, obpatHas onepauuu paspesaHus,
NPOUCXOAUT Nop BO3aencTBMeM hepMeHTOB — iu2as.

(a) (6) (»)

“JINNKne KoHUbl” COeANHAKTCH
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@ocghoduapupHbIe c8483U MHO20 B Hy>XHbIX MECTax 5
npoyHee, Yyem 8000POOHbIE ¢pochoanaprpHbIX CBA3EN.

LTITIAA



[TpeHaTanbHaga anarHocTuka HacneacTBEHHOW NAaToIormm

[TlpeHaTanbHaa AMarHoCTMKa BPOXOEHHbIX U HAcneaCTBEHHbIX 6onesHen -
9TO KOMMJEKCHaa oTpacrnb MeauuuHbl, KoTopasa ObicTpo passBuBaetcsd. OHa
ncnonb3yeT W ynbmpaseykosyro duazcHocmuky (Y3W), v onepamueHyro
MexHUKYy (XOpMOHOMOMNCUID, aMHUO-N KOPAOLUEHTES3, BMOMCUI0 MbILLL, N KOXU
nnoga), wJslabopamopHbie MemoOobI(LUNTOreHeTUYECKNE, BOUOXMMUYECKUE,
MONEKYNAPHO-reHETUYECKNE).

Bo BTOpOM TpumecTpe
bepeMeHHOCT NPOBOANTCS

AMHUOUEHTES —
B3ATHE

MnayexToueHTes — OKONONMOAHbBIX BOA

duoncua TKaHu
nnaueHTbl

Buoncua

KopgoueHTes —
B3ATWE KPOBU
13 Nyno4YHowu
BEHbI




Iloka3zaHUA K IPOBEACHUIO MPEHATAJIbHON JUATHOCTUKM:

1. Bo3pact marepu 35 ner;

2. Hann4ume B ceMbe IpeAbIAYILIEro peOeHKa ¢ XpOMOCOMHOM
[aTOJOTKMEM, B TOM YHCJE ¢ CHHApOMOM JlayHa (ImpeaiiecTBYOIIUNA
AHEYCOMUK);

3. IlepecTpOrKHN POAUTEIILCKUX XPOMOCOM;

4. Hannuue y ceMbH 3a00JIEBaHUM, KOTOPBIC HACICAYIOTCS, CUEILIICHO
C TI0JIOM;

5. CuHapom pparuabHOU X-XpOMOCOMBI.

6.  emornoomnHoOIIaTHH;

7. BpoxxaeHHBIE OIIMOKK MeTa00In3Ma.

8. PaznnuHble HAcaeACTBEHHBIEC 3a00€BaHMs, JUATHOCTUPYEMBIC
MeTosom cueruieaus ¢ JIHK-mapkepamu;

9. JlepekTbl HEpBHOM TPYOKH.

10. [Ipyrue mmokazanus 1y MUTOr€HETUYECCKOM IPEHATAIBHOM
JTHUArHO CTHUKHM.




Bo Bpemsi 0epeMeHHOCTH 00BIYHO NMPOU3BOASTCS CJEAYIOMME NCCIAET0BAHMSA

Cpok 6epeMeHHOCTH
(Henenu)

MeToIbI U TECTBI

IlepBbIA BU3UT
(B camble paHHME
CPOKH)

ConepxaHue reMorioOnHa U reMaTtokpuTa KpoBu. OO0IIuil aHaIn3
MOYM Ha MH(EKIIMK MOYEBBIX yTel. OnpeeneHue rpynibl KpOBU U
Rh-penoruna, Tutp anTu-,Yn-aHTUTEN y pe3yC-OTPULIATEIbHBIX
KEHIUWH. TUTp aHTUKpACHYIIHBIX aHTUuTeN. Peaknus Baccepmana.

[ [nTosorust Mma3ka menku matku. Onpenenenne HBs-anturena B
KPOBH.

Y3U mioga u mianeHThl. AMHUOIICGHTE3 WIIM OUOIICHUSI XOPHOHA
(000JI0YKa 3apOJIbIINIA).

YpoBeHb a-(eTONmpOTeHHA, a TAK)KE XOPHOH-TOHA0-TPOIHHA U
CBOOOTHOTO ACTPHOJIA B KPOBH.

CKpUHUHT Ha caxapHblid auadet. OnpeaeaeHue reMorinoornHa u
reMaToKpuTa KpoBU. AHaAIM3 MOYHM Ha O€JoK, caxap. HecTpeccoBslii
TECT.

lccinenoBanne Tutpa aHTUu-KM-anTuTen y pesyc-oTpuiiaTeabHbIX
oepeMeHHbIX. [Ipodunaktuueckoe BBeaeHue antu-KH(0)-
MMMYHOTJTIOOYJIMHA.

V3U mioga. OnpeneneHue reMoriioonHa, reMaToKpruTa KpoBH.

BaKTepI/IOJIOFI/I‘IGCKOG HCCIICAOBAHHNC BAI'MHAJIBHOI'O MA3KaA.




HonyJAMOHHO-CTATUCTUYECKUI METO/I
MeTtoapl, UCIOJIL3YEMBIE JIJII YCTAHOBJICHUS YaCTOT I'€HOB M TEHOTHUIIOB B
MOIYJIALIUA, JIEMOHCTPUPYIOIIUE XapaKTEP UX U3MEHEHUS 1101 BIUSIHUEM
OKPY’)KAaIOIIEH Cpelbl MW PA3IMYHBIX (PAKTOPOB  MOMYISLMOHHOM
JMHAMUKH, HA3bIBAIOTCS MOMYIALIMOHHO-CTAaTUCTUYECKHUE.

C noMomIbI0 3TUX METOJIOB MOXKHO:

OINPEACIUTh  YacTOTbl TI€HOB, CTEIEHb TI'OMO3UIOTHOCTH U
OJIUMOpP(pU3MA;
| yCTaHOBHUTB, KAK MEHSIOTCS 4YaCTOThI T€HOB IO/ ACUCTBHEM O0TOOPA;
| BBISIBUTH BIUSHUE (DAKTOPOB IOMYJISIIMOHHOW JMHAMUKM HA YacCTOThI
T€X WJIM MHBIX (DEHOTHUIIOB U T€HOTUIIOB;

POAHAIM3UPOBATh BIMSAHHE (DAKTOPOB OKPYKAIOIIEH CpPEeAbl Ha

3KCIIPECCHUIO I'€HOB;

OIPEACIIUTD CTCIICHb MEXIIOM YIS IIUOHHOTO FE€HETHUYCCKOIO
Pa3HOOOpa3us U BIYMCIUTD PACCTOSIHUE MEXKTY MOMYIISLUSIMU.




3akon Xapaum - BauHOepra — OCHOBAa MAaTeMaTHY€CKUX
IIOCTPOCHUN T€HETUKHU MONYJISALMKA U COBPEMEHHOMU SBOJIIOIIMOHHOU
teopun. CHopMyIMpoBaH HE3aBUCUMO JIPYT OT Jpyra MaTeMaTHKOM
I. Xapau (Anrmust) u BpadoM B. Baiinoeprom (I'epmanmst) B 1908 r.
DTOT 3aKOH YTBEPXKIACT, YTO YAaCTOThl AJUICICH W TEHOTHUIIOB B
TAHHOW MOITYJISILMKA OyAyT OCTAaBaThCs MOCTOSIHHBIMM M3 ITOKOJICHHUS B
ITOKOJICHUE MPH BBIMOJHEHUM CICAYIOIINX YCIOBHM:
1) 4ncaeHHOCTh 0COOEM MOIMYJIAIMM JOCTATOYHO BEIMKa (B Hjcaie
— OECKOHEUYHO BEJIHKA),
2) CIIapUBAHUE IIPOUCXOIUT CIIy4YalHbIM oOpa3zom
(T. €. OCYIIECTBIICTCS ITAHMUKCHS),
3) MyTallMOHHBIN IIPOIECC OTCYTCTBYET,
4) OTCYTCTBYET OOMEH I'€HaMH C APYTUMHM ITONYJISIIUSMU,
5) ecTecTBEeHHBIM OTOOpP OTCYTCTBYET, T. €. OCOOM C pPa3HbIMHU
T€HOTHUIIAMH OJIMHAKOBO IJIOJOBUTHI 1 JKU3HECIIOCOOHHI.
Maremarudeckas MoJielib 3aKOHa OTBe4aeT (hOopMyJie:

p’+2pq+q’=1




3akoH Xapau-BanHOepra riacur:

B 00JbIIUX MONYJISAUUAX MPH YCJIOBHHA CBOOOJHOTO CKPEIUBAHUS U
Npd OTCYTCTBHM IPUTOKA MYTAallMi MW O0T00pa YCTAHABJIUBAETCH
paBHOBECHE YACTOT F€HOTHUIIOB, KOTOPOEe COXPAHSIETCS U3 MOKOJEeHMsI B
MOKOJIEHHE.

3akoH Xapau-BalHOepra ycTaHaBJIMBAa€T MAaTEMATHYECKYIO 3aBUCHUMOCTD
MEXIY JacTOTaMU ajljieJieii ayTOCOMHBIX TE€HOB U TCHOTHUIIOB U
BBIPAKAECTCS CICTYIOIUMU POPMYIIAMU:

p,*4,=1L  p’, +2pq, +q° =1,
rae p, — 4acTora JOMUHAHTHOTO ajljielis [eHa,
q. - 4acTOTa PELECCUBHOIO aJljIeiisl TeHa,
p~, 4~ 9acToTa 0CO0ei, TOMO3UTOTHBIX IO JOMHUHAHTHOMY aJUIEIIO,
2pq,, 4acToTa reTepO3UIrOTHBIX 0CO0EH,
qzaa - 4acToTa 0COOEH, TOMO3UTOTHBIX 10 PEIIECCUBHOMY aJIJICIIIO,
TO €CTh 4YaCTOTa 0COOEM C PEIECCUBHBIM MPU3HAKOM,
P, 4T 2pq,, - YacToTa 0coleil ¢ JOMUHAHTHBIM IPU3HAKOM,
2pq,, T qzaa— 4acTOTa 0COOEN, B TEHOTUIIE KOTOPBIX UMEETCS

PELIECCUBHBIN AJIECIIb.




Pa3jin4uHbIe CIOCO0OBI BHIPAKECHUA
YacTOThI aJIJ1eJI UJIU FeHOTUIIA

B uccnenyemon nomynanuu 84 4eloBeKa

u3 420 umMenu JOMUHAHTHBINA IPU3HAK.

B ogHOM U3 nOMyJsIiuy BCTPEYAEMOCTD

JIFONIEN C PE3YC-TI0JIOKUATEIILHOU KPOBBIO

(pereccuBHBIN MpHU3HAK) cocTaBisieT 15 %.

BcTpeuaeMocTh O0JBHBIX, CTPadalOIInX
(ennnkeronypueii, pasaa 10,

B eBponencKkux momnyisausax
PacHpOCTPAHEHHOCTh aXOHAPOILIa3Uun

cocrasisieT 0,02 mHa 1000 HOBOPOKICHHBIX.

AJIKanTOHYpHUs BCTPEYAETCS C YaCTOTOU
1 : 100 000.

H3y4yaemblli TpU3HAK XapaKTEPU3YETCs
HEIOJIHOU MIEHETPAHTHOCTHIO, PABHOM
30%, u BcTpeyaeTcs B MOMYJISALUHN C
gactotou 0,09.

Pacuer 4acTOThI, BHIPAKCHHOU

B J0JI1X €JUHULIbI
84 :420=0, 2

15:100=0,15

10*=1:10000 = 0,0001

0,02 : 1000 = 0,00002

1 : 100 000 = 0,00001

0,09 :0,3=0,3




PelueHue.
AnbbnHN3M HacnegyeTcs peuecCuBHO.

Bennunna 1/20000 - aTto g2.
CnepoBarternbHO, YactoTa reHa a oyaet: g = 1/20000 = 1/141.

UactotareHa p oyaoet: p=1-qg;, p=1-1/141 = 140/141.

KonnyecTBo retepo3uroTt B Nonynauum paBHoO 2pdg.
2pq = 2 x (140/141) x (1/141) = 1/70.

T.k. B nonynauumn 20000 4YenoBeK TO YMNCIIO reTEPO3NTOT B HEW
1/ 70 x 20000 = 286 yenoBek.




BpoxxneHHbIN BBIBUX O€Jpa y YeJIOBEKA HACICAYETCS KaK CYTOCOMHBIM
JIOMUHAHTHBIN MPU3HAK C IEHETPAHTHOCTHIO 25%. boJjie3Hb BCTpedyaeTcs
¢ yactoroun 6:10 000. Onpenenure 4YUCIO TETEPOZUTOTHBIX HOCHUTEIIEH
reHa BpOKJACHHOI'O BhIBUXa Oe/pa B IIOMYJISLIMHU.

Perenue.

[ enoTUIbI JIMII, NMCHOIINX BPOXKJICHHBIU BBIBUX
oenpa, AA u Aa (1IOMUHAHTHOE HACJICAOBAHUE).

310pOBBIE JIMIAa UMEIOT T€HOTHII aa.

U3  dopmynsl p2 + 2pg + g2=1 sicHO, 4YTO 4YHUCIO OCOOEH HECYIIUX

JOMHUHAHTHBIN I'eH paBHO (p2+2pq).
OpnHako mpHBEIEHHOE B 3agade yncyio 0obHbIX 6/10000 mpeacraBisier
CO0OM JINIB OJIHY YETBEPTYIO (25%) HOCcUTENEH reHa A B TIOMYJISLKH.

CunenoBarenvHo, p2 + 2pg=(4 x 6)/10 000 = 24/10000.
Torma g2 (4MCiI0O TOMO3UTOTHBIX IO PEIIECCUBHOMY T€HY 0CO0€H) paBHO
1 - (24/10000) = 9976/10000 unu 9976 yeaoBex.




lMonynsyuoHHO-cmamucmu4Yeckuli Memod  UCMONb3yeT  MaTeMaTU4ecKyto
06paboTKy MaTepuana v 3aksodaemcs 8 udy4eHuu pacrpocmpaHeHHoCmu mex usnu
UHbIX 2eH08 o ornpeoenieHHbIM Kpumepusim.
B STOM OTHOWEHUM 8ce 2eHbl desismcsi Ha caedyrowue 2 2pynnbli:

MMeloLLIME YHUBEpcarnbHOe pacrnpocTpaHeHune:

*reH aMaBpPOTMYECKO MNOMNATUN, KOTOPLIN B PELIECCUBHOM COCTOSIHUN BCTpeYaeTcs
noutn y 1 % HaceneHus EBponbl;

*reH ganstoHn3ma, Kotopbln npossnsetcay 7 % mMyx4mH n 0,5 % >KeHLWNH, HO B
reTepo3nroTHOM COCTOSAHUM obHapyxuBaeTcs yxe y 13 % XXeHLnH;

BCTpedakLlnecd JioKalibHO, npenmmMmyecTtseHHO B CTPOIo oripedesieHHbIX pa|7|0Hax. K
HUM OTHOCATCA.

*reH cepnoBUAHOKNETOYHOWU aHEMUN, pacnpOoCTPaHEHHbLIN B CTpaHax Apukn 1
CpeanseMHOMOpPbLS;

*reH BpOXXAEeHHOro BbiBUXxa 6eapa, MMerLL i BbICOKYH KOHLEHTpaLuio y abopureHoB
CEBEPO-BOCTOYHbIX PEMMOHOB HaLUeW CTpaHbI.




s 1 G
f .~ OKcnepuMeHTanbHbIN MeToA

MeTon npeaycmaTpuBaeT 13yyeHne BonesHn Ha nabopaTopHbIX KUBOTHBIX,
KOTOPbIE ABNAKTCA 0OBEKTOM MOJENMPOBAHNA GonesHelt YenoBeka.

OKCNEPVMEHT — 3TO OCHOBHOW METOZ NaToNorMyeckon uanonoruu.
OCco0eHHOCTb NAaTOU3NONOrMYECKOro IKCNEPUMEHTa COCTOUT B
BOCMPON3BELEHNN Ha na60paTopr|x AKUBOTHBIX 3KCMEPUMEHTATIbHbIX
MoZenen 0onesHen ¢ Uenbi YCTAHOBNEHNA MEXAHU3MOB UX
BO3HMKHOBEHWUA, Pa3BUTUA N UCXOLa Y YEJTOBEKA.

JKcnepumeHTanbHag Mogenb D0Ne3Hn — 3T0 UCKYCCTBEHHOE
BOCNpou3BeeHne y nadbopaTopHbIX KUBOTHbIX OoNnesHu, kotopaa uMeeT
NOXOXWe YepThbl C COOTBETCTBYHLLEN DONE3HI0 YenoBeka.

XOTH 9KCNEPUMEHT Ha KUBOTHBIX HE BOCMPOU3BOAUT NOMHYK KapTUHY
OonesHun y Yyenoseka, OH JaeT BO3MOXHOCTb HabndaTth U U3yyatb ODOnesHb
OT CaMOro Hayana v o eé 3aBepLUeHnd, YTO HEBO3MOXKHO B KNUHKKE. B
9KCNEepPUMEHTE MOXKHA KOHTPONMUPOBATL YCMNOBUA BHELLHEN cpedbl, KOTOpbIe
BMUAKT Ha TeyeHue 0onesHn. SKcnepuMeHTanbHble UCCNeaoBaHna JaT
O0OBEKTUBHBIA MaTepuan ang Hay4yHblX TEOPUN Kak (PyHAAMEHTaNbHON

OCHOBbI ,D,0K83aTeﬂbHOl71 MeONLNHBI. Pr— _
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buoundgopmaruka
M €€ CBSI3M ¢ IPYTMMH JHCUUIIIHHAMMU

Undopmarnka
(B TOM YIICI€e TEOPIIA ATTOPHTMOB)

. /

bromadopmarika
(KOMITBIOTEPHAS MOTEKY IIpHAas 010101 11s)
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