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HacneancrBeHHbIU maTtepuan - IHK
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Monekyaa pocdara
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MEXAY OCHOBAHUSIMU Llenb 13 coxapos n pocparog ———

CAabbie ceaan

«CnnHHON xpebeTts AHK -
Lenb U3 caxapos
un pocoaros

HacneacrseHHbIM matepuan: AHK.

Jlokannsauma HacneacTBEHHOrO MaTepmnasia: XpPoMOCOMbI,
MWTOXOHAPUMN.

Coctasnawowana eamHnua AHK: HykneoTtua,.
CTpoeHune HyKneoTnaa: ocHoBaHue, caxap, ¢ocdar




CTpyKTypa reHa

NPOMoTOp 3K30HbI
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HykneoTuasbl
A — aeHuH

[ — ryaHuH

L| — unTO3MH
T — TUMWH

NHK n3 KogoH — 3 HykneoTtuaa,

2-X Lenen Kogupyroline aMmMHOKNUCOTY
A-T

-1 ATL LU TTA _UAC_TrT_



N3MeHeHua HacneOocTBeHHOro matepuana

MyTaLLVIVI MOTYT BOSHUKATb KAdK B COMATUYECKUX, TAK U
NOJZTOBbIX K/I€TKAX.

PasnnyatoT reHOMHblEe, XPOMOCOMHbIe abeppaunmn (myTaunm)
U reHHble MyTaLuu.

 [eHOMHbIE MYTaLLMN- UBMEHEHMNE KO/IMYEeCTBa
HacneACcTBEHHOro matepuana (aHeynaouanm, noannaonanu).

e XpomocomHble abeppalyun - USMEHEHUEe CTPYKTYPbl
XPOMOCOM: Aeneuuns (OTPbIB YacTU XPOMOCOMbI), UHBEPCUA
(moBopoT YacTn xpomocombl Ha 180°), TpaHCcNOKaL MK
(nepemellleHMe YacTU OAHOM XPOMOCOMbI Ha APYryto) 1 ap.

* [eHHble myTaunn- usmeHeHue cTpyKTypbl JHK B npeaenax
OZHOTO reHa.




TUNbl reHHbIX MyTaUUuW

* O4HOHYKNEOTUAHbLIE

» [leneunn/mHcepunn, Bapmaunm 4yncna Konmm
reHOB

» Bapunauunn yncna doyHKUNOHaNbHbIX MOBTOPOB

* DNUreHeTNYEeCKne HapyLLeHns

* lHBEpPCUKN 1 TpaHCoKaLnm



MeToaa nccnepoBaHuUs
reHeTUYeCKUX HapyLweHun

 LlnToreHeTn4yeckne
* MonekynapHo-reHeTU4eckume

e Buoxnmumyeckne



=

KapuoTtunupoBaHue

KapuotunuposaHme -— UUTOreHETUYECKUA MeTop
NO3BONAOWMA BbIABUTb OTK/IIOHEHUA B CTPYKType WM
yucne XpPOMOCOM, KOTOpble MOryT CTaTb NPUYMHOM
becnnoauna, HacneacTtBeHHOM 60ne3HM M POXKAEHUA
pebeHKa ¢ BpoXKaeHHbIMm nopokom passutua (BMP).

KapunotunuposaHue npumeHsaeTca ansa:
N3y4eHUA KapnuoTuna NaunueHToB;

UccneaoBaHUA XPOMOCOM Naoda — MpeHaTasibHoe
KapuoOTUMNPOBAHMUE;

bnonornyeckon J03MMETPUMN;
OHKOJIOTUMN.



Kapuotun n CGH («MoneKkynsapHbIA KapuoTuUny»)
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Hanbonee yacto guarHocTUpyemblie MEeTOAOM
KriacCU4YeCKOro KapuoTunmpoBaHUs XPOMOCOMHbLIE
abeppaunm

e 21-Tpncomua (cnHapom fayHa) — 1:700;
o XXX (Tpucommsa X) — 1:1000 (geBouKM);
e XYY (cuHapom ay6ab-Y) — 1:1000 (Manbumkm);

o XXY (cuHapom KnamHopenbtepa) — 1:1400
(ManbymnKn);

e XO (cmHapom LLlepeweBckoro — TepHepa) —
1:3300 (geBoYKM);

o 46.5p (cMHApPOM «KOoLIaybero Kpuka») — 1:4000;
o 18-Tpucommna (cnHapom 3asapaca) — 1:6800;
e 13-Tpucommsa (cnHapom MNatay) — 1:7600.



MonekynapHo-reHeTU4YECKUe meToabl
- onpeaeJieHre KPYNHbIX NepecTpoeK MeTogamMu 0J10T-
ruOpuauzaunm 1 ucnogan3zosanuem JIHK-301108B

- BbISIBJICHME KPYIIHbIX M MeJIKUX Aejgenuu ¢ nomoubio P u
rejib-3JjieKTpodopesa

- BbISIBJICHHE MYTALIUU B CAUTAX Y3HABAHUSA PECTPUKTA3AMH C
nomombo IIP-IT/IPD

- aenb-cnenuduyeckas rudOpuausanua (aMmanpukanms) ¢
HCIMOJIb30BAHNEM OJIMTOHYKJI€0THA0B, KOMIIJINMEHTPAHBIX
HOPMAJIbHOM U MYTAHTHOH nocjaeaoareabHocTi JJHK

- AeTeKU S KOH(POPMALMOHHOI0 MOJUMO(PHU3IMA OTHOLECTIOYEYHOU
JTHK (SSCP)

- FeTEPOAYIIEKCHBIH AHAJIN3

- CCKBCHUPOBAHME I'€HA WJIH ero (pparmeHra
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[eHeTnYecKaa AMArHOCTUKaA

* MOHOI'€HHBIE HACJICACTBEHHbBIC 3a00JICBAHUS
* MynbsTU(]arkopHbIe 3a001¢BaHUS
* dapmakoreHeTrka

e OHKOI€eHETHUKA



eHeTnYeCckKu
AeTepMUHUPOBaAHHbLIE

3aboneBaHus
‘pynna 6one3Hen Yucno
XpPOMOCOMHbIE 60NE3HU 100
MoHOreHHble 601e3H! 6000
MynbTUdaKTOpUnanbHble
6onesHu 500




MykoBucumao3s (KUCTO3HbIU (hnbpo3 / CF)

AyTOCOMHO-peU'eCCMBHOG HacneacTBEHHOe 3aboneBaHue ¢ pacnpocTpaHeHHbIM Nnopa>eHnem sHAO0KPUHHbIX
HeJeg, XapakKrtepusytoladcd KUCTO3HbIM NepepoXxXaeHuem no,u,meny,u,quoﬁ XKerneabl, Xenéa KULIeYHUKa U
AblXaTreribHbIX I'IyTel;'I n3-3a 3aKyrMnopKU nx BblBOAHbLIX NMPOTOKOB BA3KU CEKPETOM.

NameHeHus benka (TpaHcmembpaHHoro perynatopa, CFTR), obecneunBatollero oyHKLNIO XJTOPUAHOIO
KaHana npuMBOAMT K HapyLUEHUIO TpaHcnopTa XNOPUACB U BOAbI B anuTenuanbHbIX kKnetkax. M3obiTouHoe
BblaeneHue xnopuaos. Aermaparaymna cekpeta. 3akynopka BA3KUM CEKPETOM BbIBOAHbLIX NPOTOKOB XeNés.
Pa3BuTre BocnanuTenbHOro npouecca ¢ NPUCoOeANHEHNEM BTOPUYHOW MHbeKUMN.

3aaepKa YyMCTBEHHOIo U cousnyeckoro passutud. CpeaHasa NpoaoKUTENbHOCTb XU3HU — 30 nert. JleueHue -
aHTMOMOTUKOTEpanUs, NaBa>k OPOHXONErOYHOW CUCTEMbI, CUCTEMATUYECKOE NPUMEHEHNE NULLEBAPUTENbHbIX
chepMeHTOB.

YacTtota. M ~ 1:2000 — 1:4000 HOBOPOKAEHHbIX

MonekynfapHas reHeTuKa. l'eH TpaHcmembpaHHoro perynaropa xnopuaHoro kaHana (CFTR) Ha xp. 7 g31-
g32. 250 000 n.H. 27 ak3oHOB 1480 ak. M3BecTHO Gonee 300 myTauuin, n3 Hux bonee 200 ¢ naronornyecknum
achchbekToM (MUCCEHC, AeNeUnn, HOHCEHC, CABUT paMKu, Hapy WeHua cnnancuidra). flo 70% Bcex cnyyaeB —

aeneumnsa 3 n.H. B kKogoHe 508 - BF-508, npuBoasalwas K aeneuumn doeHunanaHnHa B bernke.



feHbl NpeaApacnoJIOXXEeHHOCTU

MHuorue 00JIe3HH HMEIOT I'CHCTHYCCKYIO IMPCAPACIIOJIONKCHHOCTD.

CymecTByeT MHOKECTBO OJHOHYKJICOTHUAHBIX MoJiuMopdusmMor (SNP), He NMpUBOAAIMKUX 3a9acCTYIO
K U3MEHEHHIO (DYHKIUM KOAUPYEeMBIX OCJIKOB, HO IPH 3TOM HMEIOIMIUX YETKHUE acCOIHAIUU C
3a00JIeBAaHUSIMU.

Ha pgaHHBIM MOMEHT TaKWe WCCICAOBAHUS MPOJIOJIKAIOTCS IIPOBOAUTHCS, TaK Kak JUIs
YTBEpKISHUsA 00 accolHallii noJuMopduzMa ¢ KOHKPETHBIM 3a00JIcBaHUEM MU OIEHKH CTEIICHU
ATOM accoldaiiii (oHa OOBIYHO BBIpA)KAeTCA B CTCIICHW YBEJIMUCHHUSI PUCKAa Pa3BUTHSA JaHHOTO
3a00JIeBaHUSI U PACCUMUTHIBACTCS MCXO/ U3 TOTO KaK 4acTO BCTPEUYACTCS JTaHHBIN MOJIUMOPGHU3M Y
OOJIbHBIX 1O CpPAaBHEHHUIO CO 3JOPOBBIMHM — HAIpUMEp HaJIUUHUE «IUIOXOTO» BapHaHTa
nosuMopdusMa reHa kogupyromero ¢gakrtop pocra TGFb yBeaumuuBaeT BEpOSITHOCTH pa3BUTHS
paka MOJIOUHOMW JKeJIe3bl NMPUMEPHO Ha 7% mnpu Haimuue | xommu w1 Ha 17% B ciydasix, Korja
«IUTOXHE» 00€ KOTIMHU TeHa).

JlocToBepHOCTh JaHHBIX OO0 accolMallid B 3HAUYMTESJIBHOM CTEMEeHH 3aBUCUT OT o0beMa
ucciieyeMon BriOOpku. KpoMe Toro BaxHo, 4T00 pe3ysibTaThl KOHKPETHOTO HCCIIeTOBaHUS ObLIU
HOJTBEPXKACHBI Apyro paboroi. Ilpu »ToM cymiecTByeT eme U OIpeaesieHHas pojb
MOMYJISAIIMOHHBIX BapHallii W CKaWKEM HCCJCHOBAHUS TMPOBEJACHHbIE HAa a3WaTCKOW TpYIIIe
oOcielyeMbIX HE BCeIJla W HE B IIOJHOM Mepe COOTBETCTBYIOT JIaHHBIM TIOJIYUYSHHBIM ¥
SBPOINCOUTHOU MOIYJISIIUH.



WHTEHCHBHOCTE BO3AEHCTEHA HEBAArONPHATHBIX DAKTOPOB

WHTEHCHBHOCTE BO3AECTBHA HEGAATONPHATHBIX GAKTOPOB

MyJabTH(aTKOPHBIE 3200J1eBAHMSA

Mopor 3aboneBaHusA

HopmanbHbIM reHOM

— Mopor 3aboneBaHusA

«[1noxon» reHom
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[@éHbl npeapacnojioXXeHHOCTU K pa3sutuio PI'H
(Astanand Jugessur, Min Shi, Hakon Kristian Gjessing et al., 2009)

MDRI1 - reH MHOXXECTBEHHHOM JIEKAPCTBEHHOU PE3UCTEHTHOCTH - TOUKU C1236T n
C3435T

MTHFR - ren metwieHTeTparuapodoaarpeykrazsl — Touka C677T

IRF6 - ren unaTepdepoH-peryaupyromero ¢pakropa 6 - touka rs2013162 u 274 xojpoH
ADHI1C - reH alKoronsIeTUAPOruHa3bl - TOUKHU 15698, rs1693482 u rs2241894
WNT - ren Oenka curHaaIbHOTO Iy TH Wit - Touku rs752107, 151533767, rs1745420 n
rs70602

CYP1A1 - reH apurynieBoJ0pokapOOKeHIa3hl, KOJUPY oMM (PEPMEHT yUAaCTBY FOITIHM
B METaOOIU3ME BEIIIECTRB, COACPKAIIMXCS B TAOAUHOM JIBIME - Touka rs4646421
NAT?2A - ren apuiamMuH-N-anieTiITpaHc pepazbl. ITOT PepMEHT KaTallda3upyeT
areTINPOBAHUE aPOMATHYCCKUX U TETEPOIUKIIMIECKUX AMUHOB ¥ OTHOCHUTCS K
dbepmenrtam 11 daswl GuoTpaHc popmalmy KCeHOOMOTHKOB.- ToUKa 151799930



WHapkT Mmuokapaa

l‘en![loxycl OfHOHYKNEOTHAHLIA Baw CooTHolekue |AccoumupoBadHan| Yactotae | MogTeepwaeHHeN PMIDﬂ
nomumopthnam® reHOTHI waxcoe® annens” nonynan’ mapkep®
CXCL12 rs1746048 Tl 117 il 85% nogteepkaeHo | 19198609
Intergenic_1p13 rs646776 TiT 142 T 5% NOATEEPHASHO 19198609
Intergenic_21q22 rs9982601 i 100 T 21% NOATEEDHAEHO 19198609
Intergenic_9p21 1510757278 Al 128 r 50% NOATEEDHASHO 17478679
MIA3 rs17465637 L/ 130 | 27% NOATEEDH/AEHO 19198609
PCSK9 rs11206510 TiT 132 T 84% noateepkaeHo | 19198609
PHACTRL 1512526453 r 112 il 63% noateepkaeHo | 19198609
SH2B3 153184504 Ty, 113 T 44% noateepkaeHo | 19198610
WDR12 rs6725887 Til, L17 il 16% nogteepgedo | 19198609
OR13G1 rs1151640 AlA 1.00 r 46% OTHOCHTE/EHO 16175505
PRR4 151376251 Til, 123 | 65% OTHOCWTENBHO 16175505




MonekynsapHo-reHeTuJyeckas
ANarHOCTUKa B OHKOJ10rmMwu

% BbigBneHne HacneacTBeHHOU
Npeapacrnosio)XeHHOCTU

% PaHHSAS AMarHOCTMKa, MOHUTOPWHI, OLIEHKA
3P PDEKTUBHOCTU NleYeHUs]

s+ Bblbop 3hPEKTUBHOMN XMMUOTEPANnK,
BbISIBSIEHWNE JIeKapCTBEHHOM
HenepeHOCUMOCTH



MepcoHnPUKauua nekapcTtsBeHHOMN
Tepanuu

[lpaBnbHaa no3a
NpaBUIbLHOIO Npenapara
npaBUNbHOMY NaLUNEHTY B

NpPaBUJibHbIX MOMEHT BPEMEHN



IIpumepHo as 80 npenapaToB nNpoBeeHHE
(bapMakoreHeTH4YECKHX TECTOB PAaCCMAaTPHUBAETCS
KAaK KeJIaTeJbHOE WM KpPpalHe 'KeJaTe/IbHOe A1
onpeaeseHusi BO3MOKHOCTH Ha3HAYeHMs1, T0A00pa
A03UPOBKH, onpeaeieHus 3(PpPpeKTHBHOCTH H
MPOrHO3UPOBaHMS MO0OUYHBIX 3P PeKToB

http://www.fda.gov/Drugs/ScienceResearch/ResearchAreas/Pharmacogenetics/ucm083378.htm




Practical recommendations for phammcogenomics-
based prescription: 2010 ESF-UB Contference on

Pharmacogenerics and Pharmacogenomics

The present article summarizes the discussions of the 3rd European Science Foundation-University of
Barcelona (ESF-UB) Conference in Biomedicine on Pharmacogenetics and Pharmacogenomics, which was
held in June 2010 in Spain. It was fecused on practical applications in routine medical practice. We provide
practical recommendations for ten different clinical situations, that have either been approved or not
approved by regulatory agencies. We propose some comments that might accompany the results of these
tests, indicating the best drug and doses to be prescribed. The discussed examples include KRAS, cetuximab,
panitumumab, EGFR-gefitinib, CYP2D6-tamoxifen, TPMT—azathioprine—-6-mercaptopurine,
VKORC1/CYP2C9—wartarin, CYP2C19—clopidogrel, HLA-B*5701-abacavir, HLA-B*5701-flucloxacillin,
SLCOTB1-statins and CYP3AS5-tacrolimus. We hope that these practical recommendations will help
physicians, biologists, scientists and other healthcare professionals to prescribe, perform and interpret
these genetic tests.

KEYWORDS: adverse drug reaction azathloprine cetuximab clopidogrel
gefitinib genetic testing pharmacogenetics statins  tacrolimus tamoxifen

warfarin HESIY SChnclogy ASSEESMaRt 2011 Vol 15 Mo 33

55H 1366-578

The clinical effectiveness and cost-
effectiveness of genotyping for CYP2D6
for the management of women with
breast cancer treated with tamoxifen:

a systematic review

N Fleeman, C Martin Saborido, K Payne,

A Boland, R Dickson, ¥ Dundar, A Fernandez
Santander, S Howell, W Newman, J Oyee and
T Walley




BapdapuH

Bbibop HavYanbHOM A03bl BapdapuHa y naumeHTos ¢ Tpombosamn (T3J1A, Tpombo3bl
myboKnx BEeH U Apyrne BeHO3Hble TPpombo3bl, apTepuanbHble Tpomboamboanun,
BKAOYAA 3MDOAMYECKMM MHCYABT) M Y NAaUMEHTOB C  BbLICOKMM  PUCKOM
TPOMDBOTUYECKMX OCAOKHEHUN (noctoaHHaa dopma dnbpuanaumm npeacepann,
NPOTE3UPOBAHHbIE  KAamaHbl, MOCAeonepauMoHHbIA  nepuog, B T. Y. B
opTONeaANYEeCcKON NpakTuKe).

AnnensHesie sapuaHmest (nonumopgusmet), kKomopsie Heobxodumo onpedensms:

CYP2 C9%*2 (rs1799853) u CYP2 C9*3 (rs1057910)- annenbHble BapuaHTbl (noanmopdHblie mapkepsl) reHa CYP2
C9 (kognpyeT oCHOBHOMN depmeHT BuotpaHchopmaumnn sapdpapnHa)/

NoanmopdHbin mapkep G3673 A (rs9923321) reHa VKORC1 (Koaupyet monekyay-muileHb ana sapdapnHa —
cybbeauHnLy 1 ButamnH K sKknoKcMapeayKrasHoro Komnaekca).

[enorun l'enornn CYP2 C9

VKORCI | *1/*1 | *1/*2 | *1/%3 | *2/*2 | *2/*3 | *3/*3
GG 5-7Mmr | 5-7wmr | 3-dmr | 3-4wmr | 3-4mr |0,5-2Mr
AG 5-7Mr | 3-4mr 3-4mr | 3-4wmr | 0,5-2mr|0,5-2 Mr
AA 3-4mr | 3-4mr | 0,5-2mr | 0,3-2mMr | 0,5-2 M1 | 0,5-2 MT




OOopynoBaHMe AJ1s1 KAPUOTUIIMPOBAHMUS U PETUCTPALIAU
(DOPE3HBIX MOJICKYJISIPHBIX METOOB




OO0opyaoBaHue )11 OOPEACIICHUSA MYTaLAi U

3KCIPECCUHU T'€HOB METOOM | u RT-PCR

o




AnmaparypHoe obecriedeHue 1Jist ONpenesieHust Hy KIEOTHIHbIX
IOCJIENOBATENbHOCTEN (CEKBEHUPOBAHUE )




HeKOTOpre obwure MeTtogmnyeckKkue npuemMbl,
KOTOPbI€ MOTYT ObITb UCNOSIb30BaHbI npu peleHuun 3agav

Kaxkaasi raMera noJiyvuaer ramjionaHbiid Hadoop xpomocoMm (resor). Bee
XPOMOCOMBI (Ir¢HbI) HMEHTCS B FaMeTaXx.

*B Kaxa1y10 raMery nomnajaeTr ToJ1bK0 0JHA TOMOJIOTHYHASA XPOMOCOMA 13
KAKI0M mapblI (TOJILKO OUH I'eH M3 KAKION aJL1e/m).

*YKCJ10 BO3MOKHBIX BADHAHTOB TaMET PABHO 2N, II¢ N — YHUCJI0 XPOMOCOM,
COJACPIKAIUX I'CHbI B TETEPO3UTOTHOM COCTOSTHUM,

*OHY rOMOJIOTHYHYI0 XPOMOCOMY (0IMH AJLICILHBIN I'€H) U3 KAKI0M Mapbl
PEeOCHOK MOJIYy4aeT OT 0TIA, a APYIYI0 (IPYIroi a/LIeJIbHBIH IeH) — 0T MATEpPH.
‘TeTepo3uroTHLIE OPraHu3MbI PH MOJTHOM JOMHHIPOBAHIN BCEIra

NP OSIBJISIIOT JOMUHAHTHBIN NPU3HAK. Oprasusmel ¢ penecCuBHbIM
MPHU3HAKOM BCEr1a rOMO3UTOTHBI.

*Pemenne 3a1a4m Ha JUTHOPUIHOE CKPEIUBAHKUE MMPH HE3ABHUCHMOM
HACJICIOBAHHH 00BIYTHO CBOJAUTCSH K MOCJICA0BATE/ILHOMY PEIICHIIO JBY X
32124 HA MOHOTHOPHIHOE (ITO CJICAYET U3 3AKOHA HE3ABHCHMOT0

HACJIeI0B AHIIs).



Hust  o0JieryeHusi  pemieHmsi  MOKHO — 3amicarb  cxemy  Opaka
(CKpemuBaHusl) HA YEPHOBHUKE, 0TMEYAsi (PEHOTHIILI M TEHOTHIILI 0CO0EH,
H3BECTHBIX 110 YCJIOBHIO 321241, A 3aT€M HAYATH BBLINOJTHEHNIE ONepaIii 1mo
BBLISICHCHHIO HEM3BECTHBLIX IeHOTHINoOB. /lIsi y100CTBa HEM3BECTHBLIE T'€HbI
HA YEPHOBHKE MOKHO 0003HAYATH 3HAYKAMH *, _ W ?.

Brisicnenue reHoTHIIoB ocooeii, HEH3BECTHLIX 1o YCJIOBHIO,
SIBJIICTCA  OCHOBHOI METOAUMYECKOIl omepauueii, Heo0Xoaumoin st
pemeHusi reHeTudeckux 3agav. lpum arom pemenue Bceraa Haja0 HAYMHATH
¢ 0co0eil, HeCYIHX PeHeCCHUBHLIN MPU3HAK, MOCKOJILKY OHH T'OMO3UTOTHBI
M UX TCHOTHII 110 3TOMY NPU3HAKY OJHO3HAYCH — Aa.

BhisiCHEeHHE Te€HOTHIIA OPraHmM3MAa, HECYIIEro JAOMHUHAHTHBIM INPH3HAK,
SIBJISIETCS  0oJiee CJIOKHOM Mmpo0dJieMoii, MOTOMY UYTO OH MOXKET ObITh
rOMO3UIOTHBIM (AA) WJIHM reTepo3uroTHbIM (Aa).



[Npn ohopMneHnn 3agau HeobxoanuMo YMETb MNOJ1b30BaTbCA CUMBOJ1IaMW,
NPUHATBIMA B TPAAWULMOHHOW rEeHETUKE U NPUBEAEHHBIMU HUXE:

YKEHCKMMN OPraHu3m

MYXCKOM OpraHn3m

3HaK CKpewmBaHmnA

POOMTENBCKME OPraHM3mMbI

AOYEepPHUE OPraHU3mbl MEPBOro U BTOPOTO NOKOAEHUA

reHbl, KOAMPYIOWNE AOMUHAHTHBIE NPU3HAKN

annenbHble UM reHbl, KogMpyrolme peLeccuBHbIe NPU3HaKn

reHoTUNbl 0cober, MOHOTOMO3UIOTHLIX NO AOMUHAHTHOMY NPU3HAKY

reHOTUMNbl MOHOTETEPO3UTOTHBLIX 0coben
reHOTUMbI PeLeccnBHbIX ocoben
reHOTUNbI AU- U TPUTETEPO3UTOT

reEHOTUNbI AUTETEPO3UTOT B XPOMOCOMHOMN hopme NpU HE3aBUCUMOM U
CLUENAeHHOM Hacne40BaHNN

rameTbl



MpuMep 3anHCH cXeMbl cKkpewlHBaHua (bpaka)

A - XXenTas oKpackKa CEMAH, @ — 3eNeHas OKpackKa CeMAH.

3anucek B OVKBeHHOIT popmMme:

Janmick B XpoMocoMHOI popme:

HelaTad 3eliIeHad
[AMCThI L:-._.,:1 A ‘-._.,\‘ﬁ a l"-._..::l a
Fi Aa aa
EKelTaqa ZelIeH4Aq
50% 50%

P 3 ..A. -, 2]
G e —
a Sed a
JEeaTad 3eIeHaqd
2P, P, " Ca
h \ )
raMeTEl wr k. Ao k
Fl A a
HelTtad 3ejleHad
50% 50%




[[eH YepHO MacTW Y KpYNHOPOraToro cKota AOMUHUPYET HajA reHOM KpaCcHOW MacTMW.
Kakoe noToMcTBO F, NOMy4ynTCcA OT CKPELLMBaHUSA YNCTONOPOAHOMO YepHOro Bbika ¢
KpacHbIMKU KopoBaMn? Kakoe noToMCTBO F, NONYYUTCH OT CKpeLLMBaHUA MEXIY
cobon rmbpmnaos?

PelwleHue

A — reH YepHoOUn MacTu,

a — reH KpacHom MacTu.

KpacHble KOPOBbLI HECYT PELIECCUBHBIN MPU3HaK, cneaoBaTeibHO, OHU FOMO3UrOTHbI
N0 PeLEeCCUBHOMY MrEHY N UX FeHOTUN — aa.

Bblk HeceT JOMUHAHTHBLIA MPU3HaK YEPHON MacCTu N ABMAAETCA YNCTOMOPOAHLIM, T.€.
FOMO3UroTHLIM. CrieqoBaTensHO, ero reHotTun —AA.

[OMO3UrOTHBIE 0COBN 0OPAa3yoT OAWH TUM FrAMET, MOSTOMY YEPHbLIA ObIK MOXET
NpoAyLUMpOBaTh TOMNMbKO raMeThl, HECYLLIMEe AOMUHAHTHBLIA reH A, a KpacHble KOPOBbI
HECYT TOJTbKO PELIECCUBHBIN M'eH a.

OHWN MOTYT COMETATLCA TONMBKO OAHMM CNOCOOOM, B pesynbsraTte Yero obpasyercs
efinHoobpasHoe nokoneHue F, ¢ reHotunom Aa.

[eTepO3NroThl C paBHON BEPOATHOCTBH hOPMUPYIOT raMEThI, cogepxallmne

reHsl A n a. VIx crnimsgHne HOCUT criydaiHblid Xapaktep, noatomMy B F, byayT
BCTPeEYaTbCS XUBOTHLIE € reHoTUnamu AA (25%), Aa (50%) naa (25%), To ecTb
ocobn ¢ AOMUHAHTHLIM NMPU3HAKOM DyayT COCTaBNATb NPUMEPHO 75%.



Cxema CKpellHBaHHA

+

f Pan dAA
KpacHBIe YepHbI

IraMETHhI l;.,__,.:l a l;‘.._.u:l A

100% gepHBIe

Fi PAa - QAa
UEPHBIS YgepHBIS

raMeTEI otk | e o b AR (| R

F» AA Aa Af an

75% depHbIe 25% KpacHsbIe

OTBeT
[Mpn cKpeLLMBaHUM YNCTOMOPOAHOro YEPHOro Oblka C KpaCHLIMW KOpOBaMu Bce
MOTOMCTBO OyAeT YepHoro ugeta. [pu ckpelmBaHum mexay cobon rudbpngos F, B

nx notomcTBe (F,) OyaeTt HabnogaTtbesa pacuwenneHue: 3/4 ocobein OyaeT YepHOro
LuBeTa, 1/4 — KpacHoro.



OfHa 13 PopM LWKN30hpeHNN HacnenyeTca Kak peLeCCMBHBIA NMPpU3Hak.
OnpenennTb BEPOATHOCTb POXAEHUSA pebeHKa ¢ LUM3odpeHneit oT 340pOBbIX
poauTenen, ecnum N3BeCTHO, YTO BabyLlKa CO CTOPOHLI OTUa U Ael CO CTOPOHLI
MaTepu cTpaganun STuMn 3aboreBaHusaMN.

PelweHue

My>X4YMHa 1 XEHLLWHa 300p0BbI, crefoBaTefibHO, OHU HECYT AOMUHAHTHbLIN reH A.
Y Ka)Xgoro n3 HUX oguH U3 poauTenein Hec peLeCcCUBHbIN NPU3HaK LUN30MPEHNN
(aa), cnepgoBaTenbHO, B UX FrEHOTUMNE NPUCYTCTBYET TaKKe PeLIECCUBHBIN MEH a, U

nx reHotun — Aa.
Cxema Gpaka

™ -

B PAn JAa
3710pOB 3I0POB
—_— C C Oy C
rametel | b _Ja | L )4 WA | W)
Fi AA Aa Aa aa
3J0pOB 3I0pPOB 3J0pOB 0o1eH
25% 25% 25% 25%

BeposaTHOCTb nosiBrieHnsa 6oribHoro pebeHka paBHa 1/4 (4ncno cobbITUin, Npu
KOTOPOM MOSBASAETCA reHoTUNaa, paBHoO 1, YACNO BCEX BO3ZMOXHbIX CODLITUN
paBHO 4).

OTtBet

BeposaTHOCTb poxaeHus pedbeHka, bonbHoro wusodpeHnen, pasHa 25% (1/4).



Y yenoBeka anbObUHU3M — ayTOCOMHBLIA peLEeCcCUBHbLIN NpuaHak. My»XvnHa
anbOUHOC XXEHUNMNCS Ha XEHLLUUHE ¢ HOpMarbHOW NUrMeHTaUnen. Y HUX poaunnocs
BO€ AeTeN — HOpMarnbHbIN N anbbuHoc. OnpeaennTb rEHOTUMbI BCEX YKa3aHHbIX
YrEHOB CEMbM.

[€eH AOMWHAHTHOro rMpusHaka wectunanocTn (A) nokannsoBaH B aytocome. [eH
peLecCUBHOro nNpusHaka gansroHnama (d) pacnonoxeH B X-xpomocome. OT
Opaka LecTunanoro My>X4nHbl-AansToHUKa U 340Pp0OBOIN XEHLWMHBI poanIcs
LecTunanbli CblH-AanbTOHUK U 340poBas AoYb. KakoBbl FEHOTUMNLI POAUTENENR U
neten?

YKeHlMHa-npaBLLa ¢ KapuMu rnasaMmu U HopMarbHbIM 3pEHUEM BBIXOAUT 3aMyX 3a
ronybornasoro My>KYuHy-npasLLy AanbTOHMKa. Y HUX poaunachk A04b ¢ ronyosiMu
rmasamu, NeBLUa U AanbToOHUK. KakoBa BEPOSATHOCTbL TOro, YTO crneayoLwmii pebeHok
Y HUX Oy eT UMEeTb Takue Xe Npu3HaKku, ecrnun U3BECTHO, YTO Kapuid LBET rnas u
NpeuMyLLEeCcTBEHHOE BNajeHne npaBoii pyKOW — JOMUHAHTHbIE MPU3HAaKK, reHbl
KOTOPbIX pacrnono)XeHbl B pasHbiX ayTocomax, a AanbTOHU3M KOAUpYeTCs
peLieCCUBHBIM, CLENNEHHbIM ¢ X-XPOMOCOMOWN reHOM?



HacnegoBaHue rpynn KpoBu cuctembl ABO. Hannyue Tol nnmn MHOW rpynnel
KpOBW onpefenaeTcda napon reHoB (TOYHee, NTOKYCOB), KaXabli U3 KOTOPbIX MOXET
HaxoAuTbCA B Tpex cocTosaHuaAX (JA, JB unu j°). MleHoTunbl M heHoTUNbI NnL, C
pasHbIMU rpynnamu KpoBKU npuBeaeHsl B Tabnuue 1.

Tabnuua 1. HacnegoBaHWe rpynn KpoBM cuctembl ABO

I'pviima | I'enoTHn

I(0) B

II(A) | JATA JAJO

I (B) L Ll L

IV (AB) |JAJB

Y Mane4duka | rpynna, y ero cectpbl — |V. YTO MOXHO CKasaTb O rpynnax KpoBu UxX
poanTenen?

B poannsHOM AoMe nepenyTtanu AByX AeTel. [lepBaga napa poagutenen UMeeT | n
Il rpynnel KpoBu, BTopas napa — Il n 1IV. OanH pebeHok nmeet |l rpynny, a BTOpoi
— | rpynny. OnpeaenuTb poauTenein obonx AeTen.



[nyxoTa n bone3Hb BunbcoHa (HapyLwleHne obMeHa Meaun) — peLeccuBHbIE
npusHakn. OT Opaka rMyxoro My>X4nHbl N XXeHLWNHBLI ¢ Bone3Hblo BunbcoHa
poauncsa pebeHok ¢ 0benmn aHoMmanusammn. KakoBa BEPOATHOCTb POXAEHUS B 3TON
ceMbe 30pOBOro pedbeHka?

PelleHue

A — HopManbHbIA CnyXx, a — rnyxoTta, B — HopManbHbIl 06MeH meaun, b — 6onesHb
BunbcoHa.

PebeHoKk BoneeT rMyxoHeEMOTON U BonesHbo BunbcoHa (peueccunBHele
NPU3HaKKN), 3Ha4UT, ero reHoTun —aabb.

My>XX4unHa rnyxon, cnegoBaTefibHO, OH FOMO3UIOTEH MO PELIECCUBHOMY NPUHAKY
rnyxoTbl (aa). OH He cTpagaeT bone3Hblo BunbcoHa, 3Ha4nUT, UMeeT
OOMWHaHTHbIN reH B. My»4nHa fomKeH UMETL TakKe peLecCuBHbIN reH b, Tak
KaK Yy Hero ectb pebeHoK ¢ aTuM 3aboneBaHneM. CregoBaTtenbHO, FeHOTUN
MY>X4YUHbl — aaBb.

YKeHLKnHa cTpagaet bonesHbo BUnbcoHa, 3Ha4uMT, oHa roMO3UroTHa o
peueccuBHomMy reHy b. OHa UMe€eT HopMarbHbIKX cnyx (reH A), HO Y HeEe eCTb
pebeHOK C rMyXOHEMOTON (TOMO3UIOTHBLIN NO peLeccCUBHOMY renya). [oaTomy
reHOTUN XeHLWWHbl — Aabb



Cxema 6Gpaka

P £ Aab 3 aaBh
HOPMAaIbHEIH CIVX. * [IyXoTa,
0. Banecona HOPMa/IbHBIH 0DMeH
Sl "'lr.-'.i..ll I""‘-—-" 'I.%!,].,?. : e ; ab l" e "léﬂ?.
F; AaBb Aabb aaBh aabb
3J0pOB 0. Bu1scoHa rayxoTa [IVX0Ta,
25% 25% 25% 0. BunscoHa
25%
BepOFITHOCTb poxXaeHnAa 3o0poBOro pe6eH Ka ornpeaendeTcA no 7

paBHa OTHOLLUEHWNIO YNCa OXUAaeMbIX CODBITUR (pOXAEHNE 300POBOro pebeHkKa
— 1) K Yncny Bcex BO3MOXHbLIX coObITUIA (4), B AaHHOM crny4vae oHa paBHa 1/4
(25%).

OTtBet

BepoATHOCTb poxaeHusa agopoBoro pedbeHka — 1/4 (25%).



Knaccuyeckas reMoununsa nepegaeTtcs Kak peleCcCuBHbIW, cLenneHHbIn ¢ X-
XPOMOCOMOW, NpuaHak. My>xx4unHa, 6onbHON reMoUnmnen, XXeHnrnca Ha 340poBoO
XEeHLMHe (BCe ee npeakun Obinun 3g0poBhl). Y HUX pogunack 3gopoBas 4oub.
OnpenenuTb BEPOATHOCTL poXAeHUs 6onbHOro remodununen pebeHka ot bpaka
STOW 40YepPU CO 3OPOBLIM MYXUNHOWN.



CINACUBO 3A BHUMAHUE!

AbpamoB ArnekcaH ap AHapeeBuY
arhelios@yandex.ru



