IMPOI'PAMMA
BCTYHUTEJBHOT'O UCIIBITAHUA
IO HAYYHOM CHEIIUAJIBHOCTH
1.5.7 TEHETHKA
JJIA HOCTYHAIOIIUX HA OBYYEHMUE 11O TIPOT'PAMMAM
NOAI'OTOBKU HAYYHbIX
N HAYYHO - IEJATOTHYECKHUX KAZIPOB B ACIITMPAHTYPE
B ®I'OY BO KI'MY MUH3/1PABA POCCHUH

B ocHOBY mporpaMmbl BCTYIMUTENIBLHOTO HCIBITaHUS, cHOPMUPOBAHHON Ha OCHOBE (ere-
PaJIbHBIX TOCYAAPCTBEHHBIX 00pPa30BaTENIbHBIX CTAHAAPTOB BHICLIEr0 00pa30BaHUs IO IPOrpaMMaM
crelnuragIuTeTa U MarucTpaTypbl, MOJIOKEH PsIJl €CTECTBEHHOHAYYHBIX U CTIEIUAIbHBIX IUCHUIUINH.

[lenbro BCTYNUTENBLHOTO HUCIBITAHUSA B aclUpaHTypy MO ['eHeTHKe SIBIsSeTCs OIpe/ieieHHe
MOJI'OTOBJICHHOCTH TMOCTYMAMOIIET0 K BBITOJHEHUIO HAYYHOW (HAy4HO-HCCIIEI0BATEIbCKOM) mes-
TEJIbHOCTH.

BerynurensHoe ncnbiTanue no I'eHeTrke NpoBOJUTCS YHUBEPCUTETOM B YCTHOU opMme Ha
pycckoM si3bike. BerynurenbHOe MCHBITaHHME MPOBOJIUTCS MO BompocaM (3 Bompoca), chopMupo-
BAaHHBIM Ha OCHOBE HACTOSIIEHN MpOorpaMMbl BCTYITUTEIBHOTO UCIIBITAHUS.

[Ipn oTBeTe Ha BOMPOCH! MOCTYHAIOUINI JOJIKEH MPOJEMOHCTPUPOBATH IIyOOKHE 3HAHUS
M0 JUCHUIUIMHE. YPOBEHb 3HAHUU MOCTYIAIONIETO OIEHUBAETCSA AK3aMEHAIIMOHHOW KOMUCCHEN 1O
OayubHOM miKane: 5 (nate), 4 (uetsipe), 3 (Tpu), 2 (1Ba).

MuHuManbHOe KOJIMYECTBO OalljIoB, MOATBEPIKAAIOIIEE YCHEIIHOE MPOXO0XKIACHUE BCTYIMH-
TEITLHOTO MCIBITAaHUS COCTABIIAET 4 (4eThipe) Oasia.

Bo Bpemsa mpoBeneHHs BCTYNUTENBHOIO MCHBITAHUSA MOCTYHNAKOIIUM 3alpeliaeTcs UMETh
npu cede 1 UCTOJIBL30BaTh cpecTBa cBsA3U. [locTymarone MOTyT UMETh MpH cebe U UCTOIB30BaTh
HEMPOrpaMMHUPYEMbIE€ KaJbKYJISATOPBI, UCIOJIb30BATh CIIPAaBOYHbIE MATEPHUAJIbl, BbIJABAEMbIEC YHHU-
BEPCUTETOM.

[Ipn HapylieHHHM NOCTYyNAOIMM BO BpeMs IPOBEICHUS BCTYNUTENIbHBIX UcnbiTaHui [Ipa-
BWJI NpHUEMa YIOJTHOMOYEHHBIE JOJDKHOCTHBIEC JIMIIA OPraHM3alMy BIPABE yJAIUTh €ro ¢ MecTa
MPOBEACHUS BCTYIUTEIBHOTO UCIIBITAHMSL.

COJEPXAHME ITPOT'PAMMBI

MATEPUAJIBHBIE OCHOBBI HACJIEACTBEHHOCTH. NPUHIUIIBI OPI"AHU3A-
OUN INIOTOKA HMHOOPMAIIMU B KIUIETKE. MEJUIIMHCKAS TEHETHUKA KAK
HAYKA

OcHOBHBIE 3Talbl pa3BUTHs T'€HETHKH YesloBeKa. Pojib 0TeuecTBEHHBIX U 3apyOekKHbBIX yde-
HBbIX B Pa3BUTUU MEIAMIIMHCKON M KIMHUYECKON reHeTHKHU. ['J1aBHBIE pa3[enbl COBPEMEHHON reHe-
THUKH, TEHETUKH YEJIOBEKA, MEIULMHCKON INeHeTUKH. |'€eHOMUKa, TPaHCKPUIITOMUKA, IIPOTEOMUKA,
MeTabosomuka. CoBpeMeHHbIe IPeCTaBIeHNs 00 OpraHu3alu U GYHKIIMOHUPOBAHUM ['€HOMA Ye-
JIOBEKa.

[IpenMer u 3amauu MEIMLMHCKON T'€HETUKU. 3HAYMMOCTb MEIMKO-T€HETHYECKUX 3HAHWM,
B3aMMOCBSI3U MEIUIIMHCKON M€HETUKU C IPYTUMHU KIMHUYECKUMHU U MEAUKO-TPO(YUITAKTHYECKUMHU
JUCLUUIUIMHAMU. Y JIeTbHBINA BeC HAcleICTBEHHON aTOJIOTUU B CTPYKTYpe 3a00J1€eBa€MOCTH, CMEPT-
HOCTH, MHBAJIMU3aUM HaceleHus. OTHOCUTENbHBIN POCT YKCia HACIEICTBEHHBIX 00Jie3HEeH: 1o-
NYISIMOHHO-TEeHETHUECKUE, SKOJIOTHYECKHE, COLMATIbHO-9KOHOMHUYECKUE U JeMorpaduieckue ac-
MIEKTBHI.

I'eneTnyeckue 0CHOBBI roMeocTasa. ['eHeTHYecKas 1eTepMUHUPOBAHHOCTh HOPMBI PEAKIUU.
CooTHolIeHHEe TeHETUYEeCKUX (PaKTOPOB M YCIOBUN BHEUIHEW cpesibl B Pa3BUTHH MAaTOJOTUYECKOTO
nporecca. HANBHUIyalbHOCTh B XapakTepe KIMHUYECKOTO MPOSBICHUS 3a00J€BaHUSA Y KaXJI0TO
00JIBHOTO: CPOKM MaHHU(ECTAlUU, UHTEHCUBHOCTh MATOJIOTMYECKOTO Ipolecca, CIEeHU(PHIHOCTh



TeUeHUs 3a00JIeBaHusl, 0COOCHHOCTH OTBETOB Ha PA3JIMUHBIC BUJBI TEPANUH, XapaKTEP BO3MOKHBIX
OCJIO’)KHEHUH M UCXO0J10B 3a00s1eBaHMil. ['eHeTnuecKke 0CHOBBI 3/10POBbBSL.

Knaccudukanus HaclieCTBEHHBIX MATOJOTHH. MyTanuu Kak STHOJOTHYECKHE (PaKTOPHI.
I'enoMHBIE, XpOMOCOMHBIE ¥ T€HHBIE MyTallii. MOHOTEHHAs MAaTOJOTHs. DKOreHeTuyeckue 0oies-
HU ¥ O0JIE3HH C HACIIEACTBEHHBIM IPEIPACIIONOKEHUEM. XPOMOCOMHBIE 0oJie3Hu. [IpnunHbl MyTa-
uui. dusndeckue, XMMU4ecKkue, Ouosiornyeckue MmyrareHbl. CHOHTaHHBIM U MHTyLIUPOBAHHBINA MY-
TareHe3 (METOAbl U3yUEHHS, y4eTa U KOHTPOJIS 32 MyTar€HHbIMU d(PPEKTaMU aHTPOIIOTEXHOT €HHbIX
(baxTopoB cpesbl). MUTOXOHApHATIEHBIE 00JIE3HU.

CEMHNOTHUKA U KJIUHHUYECKASI JUATHOCTHKA HACJEJICTBEHHOM TIATO-
JOI'MHn

OO6mrast 1 yacTHas CEeMHUOTHKA HACJIEICTBEHHBIX 3a00ieBanuil. [1neoTpomHOCTh AeUCTBUS
T€HOB M MHOKECTBEHHBIM XapaKTep MOpa)KeHUs MPH HACIEJACTBEHHOU martosioruu. [lepBuunas u
BTOpHUYHAs MJIEHOTPOIUs B KIIMHUKE HAacleACTBEHHbIX Oone3Hell. Knunnueckuii acekT mieiorpo-
IIUU CBSI3aHHBINA ¢ AU PepeHnanbHON TMarHOCTUKON CHUHIPOMAIbHON U HECUHIPOMAJIbHOM MaTo-
noruw. "Jlmarnoctudeckas auiemMma' - 3a00J€BaHNUE UITM CUMITTOM HACJIE/ICTBEHHOW MaTOJIOTHH.

OC00EHHOCTH KIMHUYECKOTO OCMOTpa OOJBHBIX U UX POJICTBEHHHKOB, CIOCOOCTBYIOIIUX
JTMArHOCTUKE BPOXKJICHHOW U HACIEACTBEHHOW Marojoruu. OCOOEHHOCTH BHEITHETO BUJA, CIEIU-
(bUIHOCTH CIeKTpa MOP(OTECHETHYECKUX BapHAHTOB PAa3BUTHs MPH HACIIEICTBEHHOW MATOJIOTHH.
AHTpOTIOMETPHUSI B TMarHOCTUKE HACIEACTBEHHBIX OOJIC3HEH.

MopdoreneTnueckre BapUaHTBl Pa3BUTHA (MUKPOAHOMAIMHM, MUKPOIPU3HAKH, MPU3HAKU
TU3dMOPHOTEHEe3a), UX T'eHe3, MocTHaTaabHas Moaudukanus. O0mme u crenuduaeckue Mmopdore-
HETUYECKHE BapUAHTHI: 3HAYCHHUE B JUATHOCTHUKE HACJIEICTBEHHBIX CUHJIPOMOB U BPOXKJIEHHBIX CO-
CTOSTHUM.

[Topoku pa3BuTHS: IEpBUYHBIE U BTOPUYHBbIE. MI301MpOBaHHBIE, CUCTEMHBIE 1 MHOKECTBEH-
HbIE€ BPOXJEHHbBIC TTOPOKU Pa3BUTHUs. DTHoJornyeckas rereporeHHocTs BIIP. [lonsitue cunapoma,
accouuanuu, aedopmanuu, JUCIUIA3UH.

CeMbs Kak 00BEKT MEIUKO-TE€HETUYECKOTO HAOIIOAEHN: HEOOXOAUMOCTh CEMEHHOIO 10 I-
xoaa. KnnHuyeckass 3HaUMMOCTh SIBICHHI HEMOJIHOW NMEHETPAHTHOCTH M BapbHUPYIOIIEH 3KCHpec-
CUBHOCTH B CTPYKType MNPUYMH KIMHMUYECKOTO pPa3HOOOpa3us 3THUOJIOTUYECKH EAUHBIX (popm
HACJIEICTBEHHOM MaToJIoruu. ['eHeTndeckas reTeporeHHOCTh KIIMHUYECKU CXOAHBIX (opM 3aboie-
BaHMII.

HacneacrBenHocTs U maroreHes. ['eHeTMYeCKHWid KOHTPOJb NATOJIOTMYECKUX IPOLECCOB.
Oco0eHHOCTH MMaTOreHe3a HACJeICTBEHHBIX 0OJIe3HEH B CBSI3U C XapaKTEpOM IMOBPEKICHUS T'eHe-
TUYeCKUX CTpyKTyp. Crnenuduka natoreHeza XpoOMOCOMHBIX 0o0jie3HeH, oOIIre 3aKOHOMEPHOCTH.
@denouuToreHeTnueckue Koppemsuuu. [larorenes 6one3Hel ¢ HaclEACTBEHHBIM MPEIpPaCIOIOXe-
HUEM U (paKTOpaMu pHUCKa, ACCOLMALUS C MEHACTUPYIOIIUMHU MPU3HAKAMU U MapKepaMHu.

JEYEHUE HACJIEACTBEHHBIX BOJIE3HEN

OOuire NPUHLIMIIEL JICYEHUS HACIECICTBEHHBIX OOJE3HEH, peadMIuTalud U COLUAIBbHOM
ajanTauuu 60s1bpHBIX. CHUMITOMAaTHYECKash U MaTOreHeTu4eckas Tepanus. MeaukaMmeHnTo3Hast, Gu-
3MOTepaneBTUYecKas U XUupypruueckas cuMIromarnieckas tepamnus (mpumepsl). [Ipunnuns! nato-
TeHETUYECKOTO JICUeHUs] KaK OCHOBHOI'O METOJa TepalMuM HacieICTBEHHbIX OosiezHeil. [Ipumepsl
OCHOBHBIX NTOJXOJI0OB U METOJ0B. DTHOJIOTHUECKOE JIEUEHHE. | €HHO-MHKEHEPHBIE TOIXOIbI K JIie-
YEeHHUIO HAcJeJICTBEeHHbIX OoJsie3Hel. ['eHoTepanus uepe3 coMaTHUecKue KIETKH (MPUHIUIbBI, METO-
1bl, pe3yabTatel). @apmakoreHetuke U papmaxkorenomuka. [lepconanu3upoBanHas MeIUIMHA.

JJABOPATOPHASA I'EHETHUKA. OBIIAA 1 KIMHUYECKASA HUTOT'EHETHUKA
OOm1re cBeeHUsI O XPOMOCOMHBIX OOJIE3HSAX M aHOMaNuAX. UMCIeHHble aHOMAJINH, CTPYK-
TypHble aHoMauu. [ToHbIe, TPaHCIOKAIMOHHBIE U MO3aHyYHbIE ()OPMBI.
buonorunueckuii Marepran B HUTOTEHETUUECKUX HMccaenoBaHus. KylpTHBUpOBaHUE KIETOK
KpoBH yenoBeka. KynbTypanbHas nocyna, cpenibl, peakTuBbl. I[purotoBieHne KyabTypbl JTUMQOIH-



TOB MepUQepruIecKoil KpoBH denoBeka. O0padoTka KynbTyp tuMponuToB. [Ipurorosienue xpomo-
COMHBIX TpenapaToB. OCOOCHHOCTH MPHUTOTOBICHHUS M 00paObOTKU KyJAbTYp JUM(POIMTOB AJIS IO-
JTy4deHus: mpomMeTadasHblXx XpoMocoM. buomnrtaTtel BopcuH xopuoHa. [IpsMbie criocoObl momydeHus
XPOMOCOMHBIX TpenapaToB. bruonTarel KOCTHOrO MoO3ra: KyJbTHBHpPOBAaHUE KIETOK. [Ipurorosie-
HUE XPOMOCOMHBIX TpenapaToB. MeToIbl OKPacKd XPOMOCOMHBIX IpernaparoB. CTaHAapTHBIE Me-
TOJBI OKpacku xpomocoM. [IuddepeHnmanpapie METOAbI OKpamuBaHus XxpoMocoM. OCHOBHBIE Me-
TO/IbI TIPOBEJICHHSI XPOMOCOMHOTO aHau3a. HomeHkiaTypa 0003Ha4eHN B IUTOTCHETUIECKUX HC-
cieoBaHusX. TepMUHONOTHS, CUMBOJIBI. MneHTHhUKaIs HHINBUAYAIBHBIX XpoMocoM. O003Ha-
YeHHE OTACTBHBIX cerMeHTOB. O003HAUCHNE YHCIEHHBIX aHOMAJIMA KapHOTHIIA, CTPYKTYPHBIX TIe-
pecTpoexK.

JJABOPATOPHASA T’TEHETUKA. BUOXUMHNYECKASA IUATHOCTHUKA

buoxumuueckne MeToIbl HCCIeAOBaHUs. 3HAUYCHUE OMOXUMHYECKIX METO/IOB B IMArHOCTH-
K€ HAcJIEe/ICTBEHHBIX 0o0Jie3HEeW oOMeHa 1 MylnbTHU(QaKTOpUaAIbHBIX 3a001eBaHui. YPOBHU OHOXUM -
YECKOW TUAarHOCTUKU: TIEPBUUYHBIA MIPOIYKT T'€HA, KIIETOYHBIN YPOBEHb, METa0OJUTHI B OMOJIOTHYE-
CKUX KuUakocTax. [IpenmonokurenbHas NUArHOCTHKA (MPOCEHMBAHUE): KaYECTBEHHBIE U KOJHMYE-
CTBEHHBIE TI0/1X0/1bl. [lepedeHs OCHOBHBIX METOJIOB U KpaTKasl UX XapaKTePUCTUKA (KauyeCTBEHHbIC
TECTHI ¢ MOYOH, OymMakHast ¥ TOHKOCJIOWHAs XpoMarorpadusi aMHHOKKCIOT M caxapoB B MOYE U
KpoBH, 3jekTpodopes, ¢uroopomerpus). [IpocemBaromme mporpaMMbl MacCOBOM JAHATHOCTUKH
HaCJIEJACTBEHHBIX OOJIE3HEW M TeTepO3UroTHHIX cocTosiHui. [loarBepskmaromas auarHoctuka. Ko-
JTUYECTBEHHOE ompeesieHne pepMeHTOB U MeTa0ouTOB. COBpEMEHHBIE METOIbI: aBTOMATHIECKUI
aHaJIN3 aMUHOKHUCIIOT, KHIKOCTHAS U Ta30Basi XpoMmatorpadus, MaCCIEKTPOMETPHSI, SIACPHBINA Mar-
HUTHBIN PE30HAHC, PATUOMMMYHOXUMHUYECKHE U UMMYHO(EPMEHTHBIE METO/IbI.

JJABOPATOPHAS 'EHETUKA. MOJIEKYJIAPHO-TEHETUYECKASA JTUAT'HOCTH-
KA

MonekynsapHo-TeHeTHIeCKre MeTo bl uccienoBanus. [lomyaenne obpasmor JIHK. McTtou-
nuku reHomuor JIHK. Brimenenune renomuoit JIHK. denon-xmopodopmuas skcrpakums JJHK.
[TIIP. CymHocTh MeToa. HeoOxonumeie yenoBus s nposeaeuus. [Iposenenue [M1IP. [Toustue o
MynbTHIUIEKCHON amrumdukanun. Pectpuknus JIHK. IlpurotoBrneHue pecTpUKIIMOHHOW CMECH.
[Tonsatue o caiitax pecrpukiuu. Diekrpodopes pparmento JJHK. Buzyanuzanus u uneHtuduka-
nus pparmentoB JJHK. Braor-rudbpuauzanus nmo Caysepny. Cyts metona. Henocrarku. [lonsrue o
KIIOHUPOBAHUH, BEKTOPHBIX CHCTEMax M MeToJaX. MeTo bl BhIsBIIeHUSI MyTaluil. [IpsMbie METOIBI.
VYcenoBus 11 ux BbIoJgHEHUs. CynIHOCTh METOJ0B, OCHOBaHHBIX Ha TexHoJoruu I111P. Bo3mox-
Hoctu ux npumeHeHus. SSCP-, HA-, DGGE-, CCM-ananu3pl. CyniHOCTh METOJIOB M 00JIacTH
npumeHenus. CekBenupoBanue. CyTb MeTOa. JTanbl MpoBeACHU. MeTo bl aBTOMAaTUYECKOTO Ce-
kBeHHpoBaHus. KocBenHoe BbisBieHune Mytanuidl. KocBennblie meTonpl. OOnacTu MPUMEHEHHUS.
AHanu3 noaMMOp(HBIX TeHEeTHYeCKUX MapkepoB. [lomummopdusM mo UIMHE PEeCTPUKIIMOHHBIX
¢dbparmenToB. [Tomumophu3M MUHH- U MUKPOCATEIUIUTHBIX MOCIIEI0BATEILHOCTEH.

KaptupoBanne u  CKpUHMHr TreHoMa. Paspemiaronue BO3MOXHOCTH MOJIEKYIISIPHO-
TeHEeTUYECKUX METOJIOB B JAMATHOCTUKE HACIIEICTBEHHBIX Oosie3Hel. JlopoaoBasi, MOKIMHUYECKas
JMArHOCTHKA U JTUATHOCTHKA FeTePO3UTOTHBIX COCTOSAHUHU. [lokazaHus K MpUMEHEHHIO MOJICKYIIS P-
HO-TEHETHYECKUX METOIOB.

XPOMOCOMHBIE BOJIE3HH

OOmiast xapakTepUCTHKa XPOMOCOMHBIX OoJie3He. MecTo XpOMOCOMHOM MaToJIOTHH B
CTPYKTypeE HacJeJICTBEHHBIX O0OIE3HEH.

OTHOJNOTHS U IIUTOT€HETHKAa XPOMOCOMHBIX Oose3Hel. Knaccudukamus XpoMocoMHbIX 00-
ne3neit. [lomu- u aneymonauu. Yactuunele TpUcOMUU U MOHOCOMUM. [lonHbie 1 Mo3anuHble (op-
MBI, TPAaHCJIOKALlMOHHBIE BapuaHTbl. OJHO-POJUTENBCKHE AMUCOMUU. XPOMOCOMHBIN MUMIIPUTHHI.
CemeifHas mpeapacnookKeHHOCTb. Bo3pacT poauTeneil 1 yacrora XpOMOCOMHBIX OOJIe3HEH y Je-
TEN.



[TaTorenes XpoOMOCOMHBIX 0oJie3HEH. 3aBUCHUMOCTb TSHKECTH KIMHMYECKOW KapTUHBI OT
BBIPQYKEHHOCTH XPOMOCOMHOTO JTucOananca, KOJIMYeCTBEHHON BOBJIEYEHHOCTH 3y- U TeTepoXpomMa-
TUHA. MeXaHu3Mbl HapyIIEHUs Pa3BUTUS U BO3HUKHOBEHMSI IOPOKOB Pa3BUTHUS NPH XPOMOCOMHBIX
00JIe3HIX: M3MEHEHHE J03bl T€HOB, HapylIeHHe "KaHanu3anuu" pa3BUTHUS "3arpelieHHble” MyTH
Mop(o- , THCTO- U OpraHOTeHE3a.

JletanbHbie A3QPEKTHI XPOMOCOMHBIX U TEHOMHBIX MyTallui (CIIOHTaHHBIE a0OPTHI, MEPTBO-
pOXKACHHE, PaHHSSA ACTCKask CMEPTHOCTH). OOIIEKIMHUYECKHUE XapaKTEPUCTUKH XPOMOCOMHBIX 00-
JIe3HEN: BPOXKACHHBIE NOPOKU Pa3BUTHUSI, IPOTPEAUEHTHOCTD TEUEHUS, TSXKECTh COCTOSIHUI; BOBIIE-
YEHHOCTb Pa3HbIX CUCTEM B MATOJOTUYECKHUM MpoLecc.

OcCoOeHHOCTH KIMHUYECKUX MPOSBICHUI OTAENIbHBIX CHHIpoMOB: JlayHa, [latay, DaBap -
ca, lllepemesckoro-Tepuepa, Knaitadensrepa, Tpucomun 1o X, MOJUCOMUHU MO Y - XPOMOCOME.
[Tonynsmuonnas yactora. OcOOEHHOCTH TeUeHUs] OEPEMEHHOCTH MPU XPOMOCOMHBIX CHHApPOMaX.
XapaKkTepuCTUKN KIMHUYECKON KapTHUHBI HOBOpOXKIEHHbIX. CrenudpuyHocts "Habopa" BpoxaeH-
HBIX TOPOKOB Pa3BUTHUS U MOp(OTeHEeTHUeCKUX BapuaHTOB. [IporpeaneHTHOCTD, TSXKeCTh 3a00Je-
BaHud. Mcxoapl XpoMOCOMHBIX 3a00s1eBaHNi. BO3MOXXKHOCTH Tepanuu U peabuiuTai 00JIbHBIX.

MOHOTI'EHHBIE BOJIE3HUA

OOmrast XxapakTepuCTHKa MOHOTEHHOW MaTOJOTHH. PacmpocTpaHeHHbIE M peakue (popmel.
PacnpocTpaHeHHOCTh B pa3iMYHBIX KOHTHHTCHTAX.

OOm1re BOMpOCH ATHOJIOTHH U TTATOTEHE3a MOHOTEHHBIX 3a001eBaHNi. THUIIBI TEHHBIX MYTa-
nuii. MexaHu3Mbl MMaToreHe3a MOHOTEHHBIX 3a0ojeBaHuid. ['eHeTmueckass rereporeHHocTh. Oco-
OCHHOCTH TPOSBIEHUS KIMHUYECKOro mnoiuMopdusma. Kraccudukanus MOHOTEHHBIX 3a0oJieBa-
HUI: dTHOJIOTHYECKas (TeHeTHYecKast), OpraHO-CUCTEMHasi, TaToreHeTndeckass. MOHOTEHHBIE CHH-
JPOMbI MHOKECTBEHHBIX BPOXKICHHBIX MOPOKOB pa3BuTHs. OOUIMe mpu3HaKW, KIMHUYECKHE MpU-
Mepbl. Hacneacteennsie 0one3nn oomeHa. CoBpeMeHHast KiacCU(PUKAIUs, KpaTKas XapaKTepUCTH-
Ka TpYII, TPYAHOCTU Kay3ajdbHOU Kiaccu@ukaiuu. MoHOTeHHbIe 00JI€3HH C YCTAaHOBJIEHHOM IO-
BPEXJICHHON OMOXMMUYECKON (DyHKIIMEH; 00JE3HN ¢ MACHTH(PUITMPOBAHHBIM MPOAYKTOM MYTaHT-
Horo rena. Cxema maroreHesa HaclleZICTBEHHbIX OoJie3Hell oOmeHa. KilnHuKa U reHeTHka OTAelb-
HBIX (POPM MOHOTEHHBIX 0OJIE3HEH ¢ pa3HBIMU THIIAMU HAcleOBaHUA (TIepeueHb UX CMOTPUTE HU-
xe). YactoTa B momyssiuu, KIMHUYEeCKHe (GOpMbI U BapUAHTHI, TUIIbI, MyTalllMH, NAaTOreHE3, THU-
MUYHasl KIMHUYECKash KapTUHA, J1abopaTOpHBIE METOIbl JUArHOCTHKH, JICYCHUS], IPOTHO3, peadu-
JUTAIMS, COlIMalIbHAS a/IarTalusl.

Knunuka u reneruka criegyroomux GopM HacIeACTBEHHBIX 00sie3Hel: (HeHUIKETOHYpHs, I'o-
MOIIUCTUHYpHS, TalaKTO3eMHMsI, HACIEACTBEHHbIE THIEPIMIONPOTENAeMUr, cuuHapom Mapdana,
MykoBucua03. [IporpeanentHocTs, TsxkecTh 3a0oneBanus. Mcxonpl reHHbix 3aboneBanuil. Bos-
MO>KHOCTH TE€panuu U peaduiuTanuu O00JbHbBIX.

MYJIbTU®AKTOPUAJIBHBIE 3ABOJIEBAHUSA

Ponp HacnencTBEHHBIX U CPelOBBIX (DaKTOPOB B BO3HUKHOBEHHH IIUPOKO PACIIPOCTPAHEH-
HOM MaToJIOTUM HEMH(PEKIHMOHHOW ATHONOrHMU. OOIas XapakTepUCTUKa MYIbTH(HAKTOPHATBHBIX
3abosieBanuii. [lonsitue o mpenpacnonoxeHHocTu. ['eneTnyeckuii monumopdusm nomyssiuii. Bia-
MMO/ICHCTBHUE T€HETHUYECKOHN MPeIpaclooKEeHHOCTH U crieu(UYecKuX YCIOBHM Cpeabl B pa3BU-
Tuu 3aboneBaHuil. KOHKpeTHbIe MEXaHU3MBbl peau3allii HACJIEACTBEHHOTO IPeIpaclookKeHuUs.
MoHOTeHHO 00YCIIOBJIEHHAs MPEIPacooKEeHHOCTb. [lonurenHas npenpacnoyioxkeHHOCTb. [ eHe-
THUKa MYIbTU(AKTOPUATBFHBIX 32a00I€BaHI: TEPMUHOJIOTHS, TIOHITUS U UX coAepkaHue. TaOmulibl
SMIIMPHUUYECKOTO pUcKa. Mapkepbl oABepKEeHHOCTH. DaKTOPHI MOBBILIEHHOTO PUCKA.

I'py3 HacneacTBEHHOW MAaTOJIOTUH. DTHUUYECKHE, reorpaduueckue, couuanbHble (akTopsl,
00yCIIOBIMBAIOIIME PA3JIMYMs B PACIPOCTPAHEHHOCTH HACJIEJICTBEHHOM Narosioruu. I'eHeTHkKo-
neMorpaduuecKue MpoLecch U paclpoCTPaHEHHOCTh HACIEICTBEHHBIX 00JIe3HEH.

MNPO®PUTTAKTUKA HACJEICTBEHHBIX BOJIE3HEA



Buapl npoduiakTHKK HACIEACTBEHHBIX OoJie3Hed. YpoBHU mpo¢uinakTuki. POpMbl mpo-
(GWIAKTHYECKUX MEPONPUATHA. Meauko-TeHeTHueckoe KoHCynbTupoBanue 3agaun MI'K u noka-
3aHMS AJIs HarlpaBiieHUsl 001bHBIX U ux cemeil Ha MI'K. [IpocniekTuBHOE M PETPOCIIEKTHBHOE KOH-
CYJIbTUPOBaHHE. |'€eHETHUECKHUI PUCK, cTeneHn pucka. Meroauka nposenenuss MI'K. Pacuets! re-
HETHYECKOTo prcka. OpraHuzanus MeIuKo-reHeTn4eckoi cimyx0bl B Poccun. Ilpenaranpuas qua-
THOCTHKA KaK METOJ IEpBUYHON mpopmnakTuku. OOIne moKa3aHus K IpeHaTaJIbHON THarHOCTUKE.
BposxaeHHbIe TOPOKH Pa3BUTHSA (STHOJIOTHS, MaToreHes, kiaccudukanus. HenHBa3suBHBIE METOIBI
IIpEHATaIbHOM JUArHoCTUKU. VIHBa3MBHBIE MeTOIbI. MeTOoAbl NOJIydEHHUs IUIOJHOIO MaTepuala:
XOPHOH - U IUIALIEHTOOHMOTICHS, aMHUOLIEHTE3, KopaoleHTe3. [loka3zaHus, CpOKH, MPOTUBOIIOKA3a-
HUS ¥ BOBMOKHBIE OCJIOKHEHUS. [larHocTipyeMble HO30JI0THIeCKUue (POPMEL.
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CTYHEHTa»

https://www.rosmedlib.ru/

OmnunaifH-KaTajaor TeHOB uenoBeka U reHerndeckux Hapymenuit OMIM (Online Mendelian
Inheritance in Man), https://omim.org

I'enetrueckas sumknoneaus "['enokapra" https://www.genokarta.ru/genes

YHuBepcalIbHBIN pecypc o cTpoeHuio U Gpynkuusam oenxos (ENG) http://www.uniprot.org

Be6-caiirt Koncopunyma Pharmacogen Variation (PharmVar)
https://www.pharmvar.org/gene/CYP2C9

baza 3nanmit mo ¢papmakoreHomuke (PharmGKB) - 310 pecypc, KOTOpBI NMpeaocTaBisieT
nH(OPMALIMIO O TOM, KaK M'€éHEeTHYECKHE BapHallud 4YelOBeKa BIHUSIOT HAa PEaKlMIO Ha JIeKapcTBa
(ENG) https://www.pharmgkb.org/page/cyp2c9RefMaterials

MexayHapoaHbIi KOHCOPIIMYM TI0 BHEAPEHUI0 KiauHWYecKod ¢apmakoreHetuku Clinical
Pharmacogenetics Implementation Consortium (CPIC®) (comepkut pacmudpoBKH pe3ylbTaToOB
TeHEeTUYECKUX JTA00paTOPHBIX TECTOB Ul Ha3HAUEHUs JIEKApPCTBEHHBIX IMpernapaToB, HHGOpMAIHs
reHoTuI-GeHOTUI nHTepupeTanus) https://cpicpgx.org/

CrpaBouHas uH(OpMAIMS MO OJAHOHYKICOTHAHBIM MOJUMOpPGU3MaM B T€HOME 4YeNOBEKa
SNPedia: https://www.snpedia.com/index.php/SNPedia

AnnoTanus K pykoBojctBy CPIC mo mo3upoBanuto BapdapuHa MpU HUCIIOIb30BaHUH TeHE-
THYECKOT0 TeCTUpoBaHMs moauMopdubix BapuanToB renoB CYP2C9, CYP4F2 u VKORC1 (ENG)
https://www.pharmgkb.org/guidelineAnnotation/PA166104949

On-line-kanpkynATop pacuera pekuma JT03UpOBaHKs BaphaprHa B COOTBETCTBUH C PE3YJb-
tatamu (hapmakorenerrueckoro tecrupoBanus (ENG): http://www.warfarindosing.org

PekoMeHgau mo mpuMeHEeHHIO (apMaKOT€HETHUYECKOTO TECTHPOBAHHS B KIMHUYECKOM
npaktuke (PYC) https://www.clinvest.ru/jour/article/view/135

Homenknatypa u wuHTepmnpeTanuss MyTaluii B TeHax uYeloBeka Sequence Variant
Nomenclature (ENG):http://varnomen.hgvs.org/

ITomumo HepeqHCHeHHOﬁ B IIporpaMMe€ BCTYIIUTCIBHOI'O HCHBITAHUSA JIUTCPATYPbI, IMOCTY-
naromieMy HeO6XO,Z[I/IMO IMPOBECTHU aHAJIN3 Haquoﬁ JIATCPATYpPBI B paMKax npennonaraeMoﬁ TEMBI
AUCCECPTAllUU.
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