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BBEOEHWE

YenoBek, Kak U BCe XWBOe Ha 3emne, noa4ynmHaeTca obwmMm 3ako-
HaM HacneacTBeHHoCcTU. Cenyac paspaboTaHbl crneuuanbHble MeToAbl
N3y4yeHns HacneaCTBEHHOCTU 4enoBeka. eHeTuKka 4denoBeka npuobpe-
TaeT orpomMHoe 3HadeHune: 10% HOBOPOXAEHHbIX UMEKT HACNeACTBEH-
Hble aedekTbl 1 88% 6one3Hen cBsA3aHbl C HAaCNeACTBEHHOM npeapacno-
NOXEHHOCTbO. JleueHne MHOrnMx HacneacTBeHHbIX 6onesHen Ao CMx nop
He pa3paboTaHO. YBeMYEHNE FEHETUYECKOro rpysa B mnonynsuum nwo-
Aen NpMBoANT K HEO6X0AMMOCTU NPOPUIAKTUKMN HacneaCTBEHHbIX bones-
Her. O4YeHb BaXXHO 3HATb BEPOSATHOCTb poXAeHUs 6OMbHbIX AETEN B Ce-
Mb€, LUMPOKO WMCMOJSIb30BaTb METOAbl aMHWOLIEHTE3a, HO No3HaTb 6onee
3500 HacneacTBeHHbIX 60ne3Hen o4eHb TpyAHO. [103TOMY K AMarHOCTuKe
N npodunakTuke HacneacTBeHHblIX 6onesHen Haao NoaxXoAuTb C TOYKMU
3peHuss MeToA0B reHEeTUKM 4enoseka. YuebHo-meTtoamyeckoe nocobue
COCTaB/IEHO MO AucumnanHe «bnonormsa» B cOOTBETCTBUM C TpeboBaHMUs-
M deagepanbHbIX rOCyaapCTBEHHbLIX 06pa3oBaTesibHbIX CTaHAAPTOB BbIC-
lwero obpasoBaHMa M nNpeaHa3sHa4vyeHo AN CTYAEHTOB CreuuanbHOCTEN
«JleuebHoe geno», «lMeagnatpua». B npeanoxeHHon paboTe Mbl paccMa-
TpMBaAEeM OCHOBHbIE BOMPOChl FEHETUKKN YenoBeKka, 4YTobbl chopmMmmpoBaTb
y CTYAEHTa MeAULIMHCKOE MbIWIEHNE U noarotToBmuTb 6a3y angd Bocnpusa-
TNUA Kypca «MeanunHCKas reHeTuKa» Ha cTapwmx Kypcax. PUcyHkn zanm-
CTBOBaHbl M3 OTKPbITbIX MCTOYHUKOB.
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CIIMCOK COKpalleHUM:

AO®I - anbda-peTonpoTenH

BIP — BpoXXAeHHbIE NOPOKUN Pa3BUTUSA

Al — rMMKO3aMUHOIMNKaHbI

OB - An3nroTHble 61M3HeELbI

MB — MOHO3UroTHble 61KU3HELbI

MBI1P — MHO>XeCTBEeHHble BPOXAEHHbIE MOPOKN pa3BUTUA
MIK - Meanko-reHeTnyeckoe KOHCYNbTUPOBAHUE
MT-AHK - MmutoxoHgpuanobHaa AHK

OrC - obwunm rpebHeBoONn cyeT

DA - dpeHnnanaHunH

OrA - doutoreMarntOTUHUH

OKY - dpeHnnKeToHypus

®OrNBK - heHnnnnupoBUHOrpagHasa KMCnoTa

ISCN - untoreHeTnyeckasa HoOMeHKJlIaTypa 4YesnioBeka
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Il1aBa'l

IPEJAMET U 3AJIAUM
TEHETHUKH YEJIOBEKA

[eHeTMKa 4enoBeKka M3y4daeT HacneaCTBEHHOCTb U M3MEHYUBOCTb
B nonynsiumn ntoaen, ocobeHHOCTU HacneaoBaHMs MPU3HAKOB B HOpMe
M U3MEHEHUS X Noa AENCTBUEM YCI0OBUI cpeabl 0buTaHus.

Llenp reHeTtnkn 4desioBeka — pa3paboTka MeToaoB AMArHOCTUKM,
nevyeHus, NpopuUIakTMKM HacneacTBeHHbIX 3abonieBaHnin yenoBeka.

3agayn reHeTUKn 4esioBeKa:

1)

2)

3)

4)

5)

onpenesieHne MNOSIHOWN HYKIeOTUAHOW MocnenoBaTe/IbHOCTU
AOHK reHoMa yenoBeka, Jiokanu3auuMm reHoB B XpPOMOCOMaX;
co3gaHune baHKa reHoma 4yenoseyecTBa

PaHHAS AMArHOCTUKA HacneACTBEHHbLIX aHOMannMM C NMOMOLLbIO
MeTOAO0B MNpeHaTasibHOM AMArHOCTUKWU, MOJIEKYNAPHO-reHeTu-
YEeCKUX U IKCrnpecc-MeTon0B

pasbsCHeHne HeobXoAMMOCTU MeAUMKO-reHeTUYEeCKOro KOH-
CYNbTUPOBAHUA U BHEAPEHUA ero B Macchl

pa3paboTka M BHeapeHMe MeTOLO0B reHHOW Tepanuu Hacnen-
CTBEHHbIX aHOMaJIMN Ha OCHOBE M'EHHOM UHXEHEepUW, MONeKy-
NAPHO-reHeTn4yecKoro Metoaa

BbiSIB/IEHNE MYyTareHHbIX, KaHUEpPOreHHbIX U TepaToreHHbIX
akTopoB, TO eCTb reHeTu4yeckm onacHbiX (aKToOpoB cpenbl
obuTtaHuMa 4enoseka; pa3paboTka MeToAOB HenTpanusaumm
3TNX (HPaKToOpoOB.

YenoBek, Kak 06beKT reHeTUMUEeCKOro mcciefoBaHUsi, UMeeT
MHOro oco6eHHoOCTel, NO3TOMY BO3HMKAET pAA TPyAHOCTEH
B U3YyUEHMUM ero HacsieACTBEHHOCTU, U3BMEHYUBOCTU U HEMAJIO
BOMPOCOB 3TUUYECKOro nopsaka.
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TpyAHOCTHN N3yYEeHUNSsI FreHETUKH YeJl0OBeKa

1) 6onblWIOE KOAMYECTBO XPOMOCOM, FEHOB U rpynn cuenseHus
B KapuoTune 4yesnioBeka; NeHEeTPaHTHOCTb U 3KCNPEeCCUBHOCTb
NpOsIBNIEHNSA FEHOB

2) HEBO3MOXHOCTb MCMOSIb30BaHUSA rMbpnaonormyeckoro aHaamsa
MeHaensa n orpaHU4YeHHOCTb B NMPUMEHEHUN SKCNepuMeHTanb-
HbIX MCCNeaoBaHUN Ha NONynsauUnUK Noaen

3) no3aHee NoaoBOE CO3peBaHNE; OAUH UCCNeaoBaTeNlb B TEeYEHUE
CBOEMN XU3HW MOXET MaKCMMasibHO NpoaHaan3npoBaTb TOSIbKO
TPW NOKOJIEHNSA OAHOMN CEMbMU

4) HEBO3MOXHOCTb NpoBeaeHunss rmbpuaonorMyeckoro aHanmsa,
TaK KakK B CeMbe poXxaaeTcsa Mano gerten; Hanpumep, B XVIII-
XIX BeKkax B CeEMbe poXxaanocb Ao 16 ageTen, B HacTosulee Bpe-
mMs 1-5 pgetein, a MeHgenb, aBTOp rMB6PMAONOrMYECKOro aHa-
nv3a, uccnegoBan TbiCAYM NMOTOMKOB OT OAHOW POAUTENIbCKOMN
napbl 4po30dubl

5) HEBO3MOXHOCTb NpoBeAEHUS NPSAMbIX 3KCNEPUMEHTOB C noabo-
pOM poaAuUTENbCKMX Nap U 61M3KOpPOACTBEHHbIX 6paKkoB

6) HEBO3MOXHOCTb 0becneyeHmns 0gMHAKOBbIX N CTPOr0 KOHTPOIU-
PYEMbIX YCNOBUI ANS pa3BUTUS MOTOMKOB OT pa3HbiX OpaKoB.
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I1aBa Il

METOADbI U3YYEHHUA
FEHETHUKH YEJIOBEKA

NcTopus naydyeHnsa reHeTUKn Yenoseka yxoauT B rnybuHy BekoB. Kak
HayKa, oHa copMumpoBanack B XIX Beke U ee poaOHavasIbHUKOM SABNsEeT-
cq, Kak npeanonaratoT, ©. NanbToH. COBpeMEHHbIN 3Tan reHeTU4YecKoro
N3y4yeHnsa 4enoBeka onpenensieTcs WMpPOKMM UCMNOSIb30BaHUEM LUTOre-
HETUYECKNX, MONIEKYIAPHO-LUTOreHeTUYeCKnXx, bMoXnMmnyeckmnx, mone-
KYJSAPHO-FeHeTUYEeCKNUX N APYrnx HOBENLWIMX METOA0B UCCea0BaHuS.

Mertoabl nccrnenqoBaHnsi reHETUKMN YeJlOBeKa:

1) KNMHUKO-reHeanornyeckmnm
2) 611M3HEeL0BbIN
3) umToreHeTnyeckmm (LUTONOrMUYECKNI)
4) MONEKYNSIPHO-LUUTOreHeTUYECKNI
5) 6MOXNMUYECKUN
6) MONeKynspHO-reHeTUYEeCKUn
7) nNonynssuMoOHHO-CTaTUCTUYECKUN
8) aepmaTornndunyeckuni
9) MMMYHOIreHeTU4YeCcKunmn
10) reHeTMKa coOMaTUYECKNX KNEeTOK
11) MaTeMaTnyeckoe MoaennpoBaHue, KOTopoe Mo3BOJISeT co3aa-
BaTb U M3y4yaTb MaTeMaTuyeckne moaenn. MOHUTOPUHI noBe-
AEHNS CLenfieHns reHoB Yy YesioBeka.

2.1. KIMHUKO-reHea/IorTH4YeCKUM METO/,

BriepBbie 3TOT KIIMHUKO-reHeaniorm4ecKnnn MeTo, COCTaBfieHUs U aHa-
nmsa poaocnosHomn 6bin npeanoxeH ®. NanbToHoM B 1865 roay. B HacTo-
slee BpeMs LUMPOKO UCMNOb3YyeTCs B MeANKO-reHEeTUYECKOM KOHCY/IbTU-
poBaHun (MI'K) 1 no3sonsieT onpeaennTb:
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1) HacnepyeTcsa M aHaNU3NUpPyeMbIn NMPU3HaK

2) TMN HacneaoBaHUS NpuU3Haka

3) 3UroTHOCTb (FeHoTKN) YNEeHOB POAOC/IOBHOM

4) NeHeTPaHTHOCTb M 3KCMPEeCCMBHOCTb MEHOB aHaIM3npyemoro
npu3Haka

5) BEpOSTHOCTb poXaeHus pebeHka C aHaNn3npyeMbiM NMPU3HAKOM

6) BEPOSATHOCTb MNPOSABNIEHUS aHAINU3MPYEMOro NpusHaka y npo-
6aHAa, Tak KakK HekoTopble 3aboneBaHUss MOryT NPOSABASATLCS
nocne 30-40 ner.

Tanbl reHeasiorM4eckKkoro aHasam3a:

1) aHaMHe3, To ecTb cbop AaHHbLIX MO onpeaesieHHbIM MpU3Ha-
KaM BCeX M3BECTHbIX pOACTBEHHMKOB 0bcneayeMoro yenoseka
(cbop ceMeKHbIX cBEeAEHUI)

2) cocTtaBneHue u rpadunyeckoe nobpaxeHne poaoCcsIOBHOM

3) aHann3 poaoC/IOBHOMN

4) 3aK/to4eHne No HacneLoBaHUIO NMpU3HaKa

CNnoXXHOCTb MeToAa 3ak/ito4aeTcs B TOM, YTO HeO6X0AMMO He TOSIbKO
3HaTb XOPOLIO CBOE reHeasiormyeckoe ApeBo, HO N 0OCOBEHHOCTU XU3HMU,
xapakTtep paboTbl, YCNOBMUA MeCTOXUTenbcTBa, 3aboneBaHnsa poACTBEH-
HWUKOB.

BolaenstoTcsa cnegyrowme TUnbl HacneaoBaHMs NPpU3HaKoB: ayTOCOM-
HO-AOMWHAHTHbIN, @YyTOCOMHO-PELECCUBHbIN, LOMUHAHTHbIA CLEMNNEHHbIN
C X-XpOMOCOMOM, peuLecCUBHbIN CLUEMNJeHHbIM C X-XPOMOCOMOM, rosiaH-
APUNYECKUN.

2.1.1. XapakTepHbIe 4epThbI TUIIOB HaC/IeJOBaHUA

XapaKkTepHble 4epTbl ayTOCOMHO-AOMUHAHTHOIro TUra HacJe40BaHUs !

1) 60nbHbIX (C NPU3HAKOM) B POAOC/IOBHOMN MHOIO

2) 60sbHble (C NPU3HAKOM) BCTPEYalOTCs B KaXXA0M MOKOJIEHNM

3) y 6onbHbIX Aeten Bceraa oamH unu oba poautens 6onbHble
(MMelT aHaNM3npyembln NpuU3Hak)

4) B paBHOM cTeneHn 6oneT (MMEKT aHaNIn3npyeMbl NMPU3HaK)
KaK MY>XUYUHbI, TaK N XXEHLWMNHbI

5) 3aboneBaHne npocMaTpMBaETCs KakK Mo BepTUKaNuW, Tak U Mo
rOpPU30HTaNN.
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NMpuMepbl HacnegoBaHUs NO @yTOCOMHO-AOMUMHAHTHOMY TUMY: CUH-
ApoM MapdaHa, xopesi [eHTUHIToOHa, cMHAPOM Dniepca-[aHno, Henpodpu-
bpomaTo3 (6one3Hb PeknuHrxayseHa), nonnaaktunua, bpaxmaakTunus
n ap.

NHoraoa npun aHanuse poaocioBHOW obHapyXxumBaeTcs ocobast cutya-
UMS — AOMUHAHTHbIM MeH He MposIBASIeTCS, TO eCTb He neHeTpupyerT. Npu
5TOM CXeMa poAOC/I0OBHOW MeHseTcs. NMeHeTPaHTHOCTb — 3TO 4acToTa
NposiBNEeHNa Npu3HaKa cpean HoCUTenenm AAaHHOro reHa, ecian aHanmsu-
pyeMbll reH MposiBASeTCS Yy YesioBeKa, TO OH NeHeTpaHTeH. [leHeTpaHT-
HOCTb NpeacTaBnseT cobon OTHOLWEHME YEeHOB POAOCNIOBHON, UMEIOLLNX
AAaHHbIVM NpPU3HAaK, K 1I0ASM, UMEKOLWMUM AaHHbIN reH. [NeHeTpaHTHOCTb Bbl-
pa)kaeTcsa B npoueHTax. HanpuMmep, neHeTpaHTHOCTb cMHApoMa MapdaHa
(«nay4ybn>» nanblbl, aHEBPU3Ma aopTbl, NOABbLIBUX XPYyCTasiMKa) COCTaBsA-
eT 30%; petuHobnacTtombl (onyxonb cetyaTkm) — 80%. B nonynsaumm 4ve-
Nl0BEKa NeHeTPaHTHOCTb BPOXXAEHHOIo BbiBMXa 6eapa (ayTOCOMHO-peLuec-
CUBHbIN TN HacnenosaHus) — 25%, To ectb 6oneeT Kaxabin YeTBepPThIN,
N3 TeX, KTO MMeeT reHoTun aa. NosToMy 340p0OBbIM YenoBeK, Yy KOTOPOro
OAVH N3 poauTenen cTtpagaeT BbiIBUXOM beapa C HEMOHOW NeHEeTPaHTHO-
CTbIO, MOXET, Mesd 3Ty MyTauuio, nepeaaTtb €€ CBOUM AeTsM.

DKCNpPEeCcCUBHOCTb — 3TO CTeMeHb BbIPaXXEHHOCTU MpU3HaKa, KOH-
TPOIMPYEMOro AaHHbIM reHoM. CTeneHb BblIpa)XXeHHOCTU NPU3HaKa Takxe
YUUTbIBAETCS NpU COCTaB/IeHUN POLOCIOBHOMN.

XapaKkTepHble YepTbl ayTOCOMHO-PELIECCUBHOIO TUNa Hac/1€40BaHus !

1) 60nbHbIX (C NPU3HAaKOM) B pOAOC/TIOBHOM Maso

2) 60nbHblE (C NPU3HAKOM) BCTPEYAOTCS HE B KaXXA0M NMOKOIEHUMN

3) y 601bHbIX AeTen poauTenm MoryT 6biTb 30POBbIMU, TO €CTb He
MMEIOLLMMN aHaNN3NPYyEMOro npu3sHaka

4) B paBHOWM CcTeneHn 60M1el0T KaK MY>XUYMHbI, TaK U XEHLLNHbI.

HornosHeHne. Ecnn oba poautensa 6onbHble, TO BCe AeTU 60NbHblE
M NO3TOMY 60/bHbIX B POAOC/IOBHOMN MHOIO

NMpuMepbl HacnegoBaHUsS MO ayTOCOMHO-peLecCMBHOMY TUMY: alib-
6UHMU3M, MYKOBUCLMAO03, rasfiakTo3eMusi, GeHUNKeTOHYypus, aapeHoreHu-
TanbHbIW CUHAPOM, MYKOMOSMCaxapmnaos v ap.

XapakTtepHble 4YyepTbl JOMUHAHTHOIroO CUErn/1IeHHOro ¢ X-xpoMocoMon
TUNa Hacrae40BaHUs:

1) 60nbHbIX (C NPU3HAKOM) B POAOC/IOBHOMN MHOIO
2) 60sbHbIe (C NPU3HAKOM) BCTPEYalOTCS B KaXXA0M MOKOJIEHNM
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