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1. OBIIME ITOJIO’KEHUA

1.1. IIporpamma BCTYOUTENBHOTO HCHBITAaHUS CQOPMHUPOBAHA Ha OCHOBE
denepanbHBIX TOCYIaPCTBEHHBIX 00pa30BaTeNbHBIX CTaHIAPTOB BBICIIETO 00pa30BaHUS
0 MpOorpaMMaM CIieHaIMTETa U (WJIK) TporpaMMaM MarucTpaTyphl.

B nmepeuyeHp BOIPOCOB Il BCTYNUTENBHOTO HCIBITAHUS BKIIIOYAIOTCS HamOoJjee
BAJKHBIE TEOPETUYECKUE BOIIPOCHI 110 TEHETHUKE.

1.2. Ha ocHOBaHMM pa3paOOTaHHBIX TEOPETUYECKHX BOIPOCOB COCTABIISIOTCS
ounetsl. Kaxasiil Ouier coaepxut Tpu Borpoca. CoaepkaHue OUIETOB MOCTYNAOIINUM
He coobmaerca. KonnuecTBo OMIIETOB JTOJKHO MPEBBINIATH YHMCIO IMOCTYHAIOLUIUX HE
MeHee, yeM Ha 20%.

1.3. BcrynuTenbHO€E UCTIBITAHUE TPOBOAUTCS B YCTHOM (hopMe

1.4. BcTrynurenbHOE HCHBITAHWE C NOMOIIBIO JUCTAHIMOHHBIX TEXHOJIOTMH HE
IIPOBOJUTCS.

1.5. BerynurenbHOE HCIIBITAHUE TPOBOJUTCS HA PYCCKOM SI3BIKE.

1.6. Ha moaroroBky k orBeTy orBoAUTCA 40 MUHYT, BCE 3alMCH IIPU IMOJATOTOBKE K
OTBETY IPOU3BOIATCS TOJIBKO HA YYTEHHOM JIMCTE ITOATOTOBKHU K OTBETY.

1.7. B nomemeHun, Trae MPOXOAUT BCTYIHUTEIBHOE WCHBITAHUE, MOTYT
OJIHOBPEMEHHO HAaxOJUTbcAd HE Ooliee 4 MOCTyHarouX, A1 MOJTOTOBKH K OTBETY MpPH
HEO0OXOIMMOCTH MOKET BBIJIEIATHCS CIIEHUaIbHAs Ay IUTOPHSL.

1.8. IlpucyrcTtBHe Ha BCTYNHUTEIBHOM HWCHOBITAHUM JIAL, KPOME YJIEHOB
DK3aMEHAIlMOHHOM KOMMCCUM, HA3HAYEHHBIX JK3aMEHAaTOpPAaMU B JaHHYI [pyImIy,
JOIIyCKAeTCs TOJIBKO C pa3peleHUs IIPEACEaaTesi KOMUCCHUM.

1.9. OtBerbl Ha BOINPOCH MOCTYMAIOWMN U3JaraeT B YIOOHOM 1 HEro
IIOCJIEIOBATEIBHOCTH. JK3aMEHAllMOHHAsl KOMMCCHS BBICIYIIMBAET JIOKJIAJ] II0 BCEM
Bonpocam Owiiera. IlpeppiBaTh M MOMNPAaBIATH OTBET pa3pelieHO TOJIbKO B KpailHem
cinydyae, mpH TrpyOoi omuOKe, BIEKYyIIeH 3a co0O0# JalbHEHIee HCKaXEHHUE CYTH
BOIIPOCA, a TAKXKE MPU OTBETE HE 10 CYLIECTBY BOIPOCA.

[Io oxOHYaHMYM OTBETA HA OCHOBHBIE BOIIPOCHI WIEHBI AK3aMEHANOHHOW KOMUCCUN
BIPABE 3a/1aTh NOCTYNAIOIIEMY JTOITOJIHUTENBHBIE U YTOUHSIOIIAE BOIPOCH HE TOJBKO MO
OWJIeTy, HO M TI0 JIIDOOMY pa3ziesly IporpaMMbl BCTYNUTEILHOTO UCTIBITAHUS.

1.10. YpoBeHb 3HaHUM MOCTYMNAIOIIETO OLICHUBAETCS B Oajliax.

Kpurepun olieHHBaHUsI OTBETA HA BONPOCHI OMJIETA:

KosnuecTBO
Kpurepuu ouennBanust
0aJsJ10B
5 OTBET TIOJHBIM, JIOTUYHBIM, KOHKPETHBIA, O€3 3aMedaHui,

BCCCTOPOHHECC, CUCTCMATHYCCKOC U FJ'IY6OKO€ 3HAHHUC MaTcpHraia

OTBET JIOTUYHBIN, KOHKPETHBIH, MPUCYTCTBYIOT HE3HAUNUTEIbHBIE
4 npoOenbl B 3HAHUM MaTepuana, MOCTYMAIOUMNA IMOKa3bIBaeT
CUCTEMHBIN XapaKTep 3HAaHUU

OTBET HETIOJHBINA, OTCYTCTBYET JJOTUYHOCTh MTOBECTBOBAHMSI UJTU
JIOTTYIIIEHBI CYIIECTBEHHBIE JIOTHUYECKUE OIMMHUOKH, MOCTYMAOITUIH
JIOMYCKAaeT TOTPENIHOCTH, HO  o0iazaeT  HEOOXOIUMBIM
3HAHMSIMU  JUII WX YCTPAHEHHs] BO BpeMsS  OCBOCHHS
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00pa3oBaTeIbHON MPOrpaMMBbl

OTBET KpaTKuu, HEPa3BEPHYTHIN, «CIy4YauHbINY,
2 OOHapy>KUBAIOTCS  CYIIECTBEHHBbIE MpOOENsl B  3HAHUSAX,
JIOITYCKAIOTCSl MPUHIUITHATIBHBIE OIIMOKHU

1.11. B xome o0OCyXIeHHS HWTOTOBOM OIICHKM IOCTYIAIOIIECTO TMpeACceaareib
KOMHCCUHU 3aclylIMBA€T MHEHHS €€ WICHOB IO OILIEHKE OTBETa Ha KaXIbId BOMPOC
ounera U ompezenseT pe3yabTaT MyTeM rojIoCOBaHusA. ['0I0C KaXI0To ujeHa KOMUCCUU
pPaBHO3HAYEH, MPU PABEHCTBE I'OJIOCOB OINMPEACISIONIMM SIBISETCS MHEHUE MPEICeaaTeNs
KOMUCCHHU.

Wrtorosas oneHka 5Kk3aMeHa BBICTABIISICTCS CIAEAYIOIUM 00pa3oM:

KouuvecTBo
Kpurepuun oneHuBanusi
0aJ10B

OTBETHI HA HE MEHEE JBYX BOMPOCOB B OMJIETE OIEHEHHI Ha 5

5 0aJIJIOB, OTBET HA TPETHM BOMPOC MOXKET OBITH OIlEHEH Ha 4
Oaa.
OTBETHI HA BCE BOIIPOCHI OMIIETa OLIEHEHBI Ha 4 0aruia; eciii pu

4 OJIHOM olleHKe 3 0ajia, oCTaIbHBIE OTBETHI OIICHEHBI Ha 4 W/Uian

5 GaiuToB; eciau Npu OAHOW OLIEHKE S5 0aNIoB, 1Ba IPYrUX OTBETA
OlICHEeHbI Ha 4 Oaiuia

JIBa OTBETA OILICHEHHI Ha 3 Oayuia, IpH TPEThEM, OIICHCHHOM Ha
3 Oosee, yeM 2 Oaia; Mpy HAJTMYUHU OIEHKH 2 0ajuia mo ogHOMY
13 OTBETOB, 110 OCTAJILHEIM JIOJDKHEI OBITH HE HIOKE 4 0aJIJIoB

P HAJIMYUU OLICHOK 2 OaJiia 3a JBa 1 0oJiee OTBETa, a TAKKe
2 OJIHOM OIIEHKH B 2 0ajuia Mpu HAIMYWU OIIeHKU 3 6asuia XoTs Obl
3a OJIMH OTBET

B cnywyae oTka3za mocTymarollero OTBEYaTh HA BOMPOCHI OWiIeTa MO MPUYHMHE
HETIOJTOTOBJICHHOCTH TOBTOPHBIM OWJIET HE TMpejjlaraercsi, BBICTABJISECTCS WTOroBas
OIICHKA 3a HK3aMeH 2 (aBa) baa.

1.12. MuHMManbHOE KOJUYECTBO OAaUIOB MTOTOBOM OIICHKU 32 BCTYMHUTEIHHOE
HCIIBITAHUE TIO CIEIUATBHON TUCHUIUIMHE, TOATBEPKAAIOIIEe YCIEITHOE MPOXO0KICHUE
BCTYNUTEIBHOTO UCTIBITAHUSA, — 3 (Tpu) Oaiia, MakcUMalibHOE — 5 (TI51Th) 0aJIoB.

1.13. OneHka 3a BCTYNUTEJIbHOE WCIBITAHUE [0 CHEUHATBHOW JUCHUILUIMHE
ABJISIETCSA MPUOPUTETHOM MIPU PAHKUPOBAHUU CITUCKOB MOCTYHAOIIHX.

1.14. TIlepedyeHb NPUHAIICKHOCTEH, KOTOpPHIE NOCTYMAKOIIUA HMMEET MPABO
MIPOHECTU B ayJIUTOPUIO BO BpeMsl MPOBEIAEHUS BCTYNUTEIBHOIO HCHBITAHUS: PY4YKa,
KapaH/alll, JaCTHUK.

1.15. Bo BpemMs mnpoBeAcHUS BCTYNUTEIBLHOIO MCIHBITAaHUS WX YYaCTHUKAM U
JUIaM, TPUBJIEKAEMBIM K HX TMPOBEJICHUIO, 3alpeliacTcss HMeTh Mnpu cebe u
HCI0JIb30BaTh CPEJICTBA CBSI3H.

1.16. Jluna, He mnpomeAmMe BCTYNUTEIBHOE HWCHBITAHUE MO0 YBAXKUTEIBHOU
npuurHe (00Je3Hb WM HHbBIE OOCTOSITENIbCTBA, MOATBEP)KIEHHBIE JOKYMEHTAIBHO),
MMOBTOPHO JIOMYCKAIOTCSA K cJlay€ BCTYMUTEIBLHOIO WCIBITAHUS B APYTrOW TPYIINE WU B
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pEe3EepBHBIN JieHb (MPU HAJIMYUKM COOTBETCTBYIOIIEH BO3MOXKHOCTH B COOTBETCTBUU C
pacnucaHueM BCTYNUTENbHBIX UCIIBITAHUMN).

1.17. Tlepecnaua BCTyNUTENBHOTO UCIIBITAHKS HE JOIYCKAETCA.

1.18. Ilpu HapylieHMH MOCTYNAOIIMM BO BPEMS IMPOBEICHUS BCTYNHTEIBHOTO
ucnbiTanud [IpaBun nmpuema, yrBepKIaeHHbIX L[eHTpoM, yHOJTHOMOYEHHBIE JOJKHOCTHBIE
nuua lleHTpa BopaBe yJanuTh €ro ¢ MecTa MPOBEACHUSI BCTYNHUTEIBHOTO HCIIBITAHUS C
COCTaBJICHUEM aKTa 00 yJajIeHUH.

2. COAEPKAHHUE ITPOI'PAMMBI BCTYIIMTEJBHOI'O UCIIBITAHUA

Pazgea 1. OcHOBBI MeIMKO-T€eHETHYECKOM CIyKObI B PD.
— Opranuzanusi padOThl MEANKO-TEHETUYECKOr0 KaOWHETa W MEIUKO-TEHETHYECKOTO
LEHTpA. Crpykrypa, THIIbI NOAPA3ACICHUN. [InmanupoBka MIOMEILICHU.
[IpotuBosnuaeMuyeckuit pexum. Opranuzaius aMmOyIaTOPHON MOMOIIN OOJIBHBIM.
— IlpuHnunsl opraHu3anuu JIe4eOHO-AMATHOCTUYECKOTO TIpoliecca W IMPOBEICHHE
npopuIakTUYECKUX  MmeponpusiTuii.  Begenue  yuy€THO-OTYETHOM  MEAMIIMHCKOM
JTOKYMEHTALINU.
— Cucrema okazaHusg aMOyJIaTOPHO-TIOJUKIMHUYECKOH  TMOMOIIM  OOJNBHBIM €
HaCJEJCTBEHHBIMU 3a00seBanusiMU. PaboTa MeaMKO-reHeTHUeCKOro KabuHeTa (MeauKo-
TE€HETUYECKOTO IIEHTPA).
— Opranuzanusi J1adopatopuii MeauKo-TreHeThuueckoi ciyxObl. Jlaboparopuss HBO,
nabopaTopuss UUTOTCHETUKH, JIaboOpaTopusi MOJEKYJISIPHO-TEHETUYECKUX METOJIOB
uccienoBanus, buodank.
Paznen 2. UcTopusi MeIMIMHCKON reHeTHKUA. O01IMe MOHATHS.
— Hcropus pa3BuTHs METUIIMHCKON reHETUKH B PD.
— HexoTopsie 001111€ MOHATHUS.
— Tumbl HacHEeICTBEHHBIX OOJIE3HEH.
— I'py3 HacnencTBEHHBIX O0JIe3HEH B MOMYISIIUSIX YeIOBEKa.
— Jlubdepenumanyss MEAUIIMHCKOM T€HETHKU Ha OTAC/bHBIC NUCIUIUIMHBI. ['eHeTHka
pa3BUTHsS 4YelloBeKa. JnureHeTuka. ['eHernka Oose3Heil. IlomynsimuoHHas TeHETHKA.
®apmakoreHeruka. MMmyHoreHerunka. ['eHeTtmueckuii macnoprt. l'eHeTrnueckas kapra
PENPOAYKTUBHOTO 310POBbS YETOBEKA.
Paszgea 3. MoJiekyjasipHbie OCHOBBI HACJIEICTBEHHOCTH.
— Kiterka. Xpomocomsl. Kiterounslii iukin. Muto3s, menos. ['amerorenes.
— T'en. Ero crpykrypa u pynkuus. O01as xapakTepuCcTUKa TeHOMa YeJIOBeKa.
— Myrtaiuu B reHax Kak MpUYMHA MOHOTEHHBIX 3a0oJieBaHuN. OCHOBHBIC THIIBI TEHHBIX
myTauuid. @OyHKIMOHANbHBIE 3 (dekThl MyTauuid. [loHsTHE TeHeTHMYecKOro BapHaHTA.
Knaccuduxkarus reneTnaeckux BapuanToB. [{onck BaTOreHHBIX BApUAHTOB B TEHOME.
—MenunHcKas monyJIsiiiioHHas reHeTuka. PaBHoBecne Xapan—Beiin6epra. UuOpuauHr.
['enernueckuii apeiid. [lotox renoB. EcrectBennsiii oroop. Myranuu. M3meHnunBocTs 1
HACJIEICTBEHHOCTh. [[€eHETpaHTHOCTh U SKCIPECCUBHOCT.
— 3aKkOHBl  HacieAoBaHUA.  AYTOCOMHO-PELECCHUBHOE,  ayTOCOMHO-IIOMHUHAHTHOE.
HacnenoBanue, cClieneHHOE € MOJIOM.



Pa3znen 4. MoHoreHHbI€e HACJIeACTBEHHbBIE 00J1€3HH.
— Konuenmus ¢enoruna. [Ipasuia HaciaenoBanus Menzaens. OcoOEHHOCTH NMPOSIBIECHUS
MEHJICJICBCKUX IPaBWJI HACIEAOBAaHUS B MEIULUHCKONM TIeHeTUKe. AyTOCOMHO-
JOMMHAHTHOE HacCJel0BaHHE. AyTOCOMHO-PELIECCUBHOE HacienoBanue. Hacienosanue,
cueryieHHoe ¢ xpomocomor X. HacnepoBaHue, CcHEIIEHHOE C XpPOMOCOMOH Y.
['enernueckre MexaHU3Mbl onpenaeneHuss mnona. [IpuMepsl pas3IMYHBIX — KJIACCOB
HACJIEJICTBEHHBIX Oosie3Hel. MoeKyssipHas TMarHOCTUKAa MOHOT€HHBIX HACJIeICTBEHHBIX
Oome3Heil.
— HemenpeneBckoe HaciielOBaHWE HACIEACTBEHHBIX Oosie3HEeld. MUTOXOHApUAIBHOE
HacJICZIOBAHUE U MMTOXOHJApUANbHbIE 00J€3HU. ['€HOMHBIM HMMIIPUHTUHT U OOJE3HU
UMITPUHTHUHIA.
— 3aboneBaHust, 00yCIIOBICHHbBIE 3KCITAHCUEN TaHJAEMHBIX TIOBTOPOB.

Paznen 5. Xpomocomubie 00J1€3HU.
— XpOMOCOMBI YE€JIOBEKAa W UX CTPYKTypHas opranu3anus. Kierouneii nukin. Mutos.
Meiio3. XpoMoCcOMHBIE MyTaluu. XpOMOCOMHbIE Oosie3Hu. Mo3zaunmsm. BpoxxaeHHbIe
MOPOKH Pa3BUTHSL.
— KaptupoBanue u KIOHMpOBAaHHME TEHOB HACJIEJACTBEHHBIX Oose3Heil. AHamu3
CHEIUIEHUS U TEeHEeTH4Yeckoe KapTupoBaHue. ['eHernueckuil mnomumopdusm. Meromabl
(¢u3MYECKOr0 KapTUPOBAHMSI T'€HOB HACIEACTBEHHBIX Oosie3He. KapTel TeHOB
HACJIEICTBEHHBIX OoJyie3HeW. MyTaluu reHOB Kak MHCTPYMEHT U3YUYEHHs] T€HETHUECKOTIO
KOHTPOJISL CJHOXHBIX TMpu3HakoB. Co3naHue MoOjelied HacleACTBEHHbIX OoJie3Hen
YeJIOBEKa C MOMOIIbIO TPAHCT€HHBIX JKUBOTHBIX.
— TlonoBas auddepenuupoBka u ee HapyueHue. [lopoku pazpurtus.

Pa3zges 6. MyabTudakropuaiabHbie 3200J1eBaHNS.
— MynbpTudakropuaibHoe HaciieqoBaHHe. |'eHeTHKa KOJIMYECTBEHHBIX MPHU3HAKOB Kak
MOJEJIb TE€HETUKU MYJIbTU(GAKTOPUATBHBIX 3a00JIeBaHUM. Monens
MYJIbTH(PAKTOPHAILHOTO HACNeAOBaHUsI € TOpOoroBbiM dddexrom. ['eHernueckas
SMUIEMHUOJIOTHS U MOJENU HacieAoBaHUs ¢ d(dexTamu rinaBHOro resa. ['eHernueckas
reTepPOreHHOCTh MYJbTU(AKTOPUATBHBIX 3a00J€BaHUI. AcCCOLMALMM T€HETHYECKUX
MapkepoB C  MyJbTH(QAKTOpUaIbHBIMU  3a0oneBaHusiMH. KapTupoBaHue TeHOB
MPEAPACIONIOKEHHOCTH K MYJIbTU(AKTOpHAIBHBIM 3a0osieBaHusIM. ['eHeTuka nuadera.
I'enernka octeonoposa. ['eHeTrKa cTapeHusl 1 akTUBHOTO JOJIroieTus1. I 'eHeTuka cnopra.
— (dapmakoreHeTuka.  MOHOreHHBI  KOHTpOJIb  MeTabojM3Ma  JIEKAPCTBEHHBIX
npenaparoB. ['eHeTHueckuil KOHTPOJb METa0OoJM3Ma JIEKapCTBEHHBIX IPENapaToB.
Accoupanuu MeXIy TeHEeTHYEeCKMMH NoauMopdu3MamMu U METa0OJU3MOM JIEKapCTB.
[laTonmoruueckre peakuu HAa TPUEM JIEKAPCTBEHHBIX MpenaparoB Yy OONBHBIX C
HEKOTOPBIMU HACJIEICTBEHHBIMU OOJIE3HAMMU.
— NmmyHoreneruka. EcTecTBeHHBbIE HMMMYHHUTET. AJANTUBHBIA HMMMYHHBIA OTBET.
['enernueckass OCHOBa CHMHTE3a UMMYHOTJIOOYJIMHOB. ['eHeTnka perentopoB T-KIETOK.
HacnencrBenusie UMMYHOIE€(PUITUTHI. I'eneruka TJIaBHOTO KOMILJIEKCa
TUCTOCOBMECTUMOCTU. Accoruanust 3adoneBanuii ¢ HLA-nmomumopduzmom. I'pymimbl
kpoBu ABO u Rh.



— T'enetnka paka. OOmue TpencTaBlICHUs O 3HAYCHWHM HACIEICTBEHHBIX (DAKTOPOB B
BO3HMKHOBEHMU paka. DakTOpbl BHEIIHEW CpEIbl, aCCOLMUPYIOIMIMECS C PpPaAKOM
(kaHIIeporeHsl). BupycHble 1 KI€TOUHBIE OHKOTeHbI. PHU3UO0IOrHYecKasi PoJib KJIETOYHBIX
MIPOTOOHKOT€HOB. MexXaHU3Mbl MPEBpalICHUs] MPOTOOHKONEHOB B OHKOTEHBI. [ €HbI-
CyIpEeCCOPBI OMYyXOJEBOTO POCTA.

Pa3znen 7. Knuunueckasl reHeTHKA.
— Meauko-reHeTHYECKOe KOHCYJIbTUPOBAHUE. Knuanueckas JTHarHOCTHKA
HACJICJICTBEHHBIX 3a0ojieBaHUM. ['eHeTHuecKuid CKpUHUHT. Buoxumuyeckue MeTobl
JMAarHOCTUKKM HACJIEACTBEHHBIX 3a0oJjieBaHUN. MONEKyIsIpHO-TEHETUYECKUE METOIbI
JIMarHOCTUKH HACJICICTBEHHBIX 3a00JIeBaHUM. MeTO/Ibl ITUTOTC€HETHICCKON JTUArHOCTUKH
HacCJIEACTBCHHBIX 3a0oyieBaHuil. ['eneanmornueckuii metron. IlpeHaTtanpHas ITUArHOCTHUKA
HACJIEACTBEHHBIX OOJIE3HEW W BPOXKJICHHBIX MOPOKOB pa3BuTus. lIpsMas W KOCBEHHas
nuarHocTuka. JleueHue HacleIcTBEHHBIX 00JIe3He oOMeHa BelecTB. [ eHoTepanus.
— I'eHeTHUeCKO€ KOHCYJIBTUPOBAHUE B PEPOAYKTUBHOM reHeTHKe. [I[peKOHIenIIMOHHbBIN
reHeTH4YecKui CKpuHUHT. [Ipenmmantanmonnas nuarnoctuka. HUIIT.
— HeMmenpaeneBckoe Hacae10BaHUE.
— JlmarHocTudeckas oJucces.
— DTHuecKue, IpaBOBbIC U COIUATIbHBIE TPOOJIEMBbl MEIUIIMHCKON T€HETHKH.

Paznen 8. Hayunble uccjieIoBaHMsl B TeHETHKE YeJI0OBeKa.
— T'enom. Mertoasr ananusa reHoma. [111P. CekBenupoBanus JIHK. Metoasr NGS.
— buoundopmaruxka.
— BzaumoperictBue reHoB. HacTOThI T€HOB B IOMYJISIIUAAX. [[pOEKT reHOM 4YeioBeKa.
— Ol11eHKa TEHETUYECKUX PUCKOB. [ eHeTUYEeCKue PUCKHU.

3. OBPA3ELl BUWIETA JJIAA CIAYU BCTYIIUTEJBHOI'O DK3AMEHA

denepanbHOE TOCYIAPCTBEHHOE OIOPKETHOE YUPEKICHUE
«DenepanbHbIl HAYYHO-KIIMHUYECKUH IIEHTP MH(EKIIMOHHBIX O0JIe3HEN
denepaabHOr0 MEANKO-OMOIOTHYECKOT0 areHTCTBA

BcerynurenbHbIin 5K3aMeH JuncuuniavHa «I ' eHeTnkay
(acnipanTypa)

Dx3ameHannoHHbIi Omtet Nel

1. Mytanuu B reHax Kak MPUYMHA MOHOT€HHBIX 3a0osieBaHuil. OCHOBHBIE THIIbI
reHHbIX MyTanuil. DyHKIHoOHaIbHbIC (D PEKTHI MyTalIHA.

2.MOHOTeHHBII KOHTPOJIb METaboIM3Ma JICKApCTBEHHBIX IpernapaToB. [ eHeTnueckuit
KOHTPOJIb MeTa00JIM3Ma JICKAPCTBEHHBIX MPENapaToB.

3. 'enom. Meronp! ananm3za reHoma. [11{P. CexBenupoBanus JIHK. Metoasr NGS.

4. PEKOMEHIAYEMAS JINTEPATYPA
1. ['uatep, E. K. MenunuuHckasl reHeTHKa : yYeOHHMK ISl CTYJEHTOB MEIMIIMHCKHUX
By30B / E. K. I'mutep. — MockBa : ['D0OTAP-Menua, 2003. — (YueOnas nureparypa ais

CTYJ€HTOB MEAUIIMHCKHUX BY30B).
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2. MenunuHckass TeHETHKa : HalmoHaJbHOE pykoBoacTBo / A. FO. Acanos, I'. B.
baiinakoBa, E. B. banmanoBckas [u ap.] ; mox pea. A. FO. AcanoBa. — Mocksa : [DOTAP-
Menua, 2022. — (HarimonanbpHbIE pyKOBOJICTBA).

3. Boponuna, E. C. Harnsannas menunuuckas reneruka / E. C. Boponuna, JIx. I1.
Hopuan, P. K. bptoc ; [miep. ¢ anrmn.]. — 2-e uzn., nepepad. u gon. — Mocksa : [DOTAP-
Menua, 2018.

4, Menuuunackas renernka : ydeOnuk / H. Il. boukoB, A. 0. Acanos, H. A.
Kyuenxo [u ap.]. — Mocksa : I'D0TAP-Meaua, 2016.
5. CoBpeMeHHBIC TIOIXOIbl W TEPCIEKTUBBl B OKA3aHUM MEIUIIMHCKOW TTOMOIIH

OONBHBIM C BPOXACHHBIMA M (WJIHM) HACJICACTBEHHBIMU 3a00JieBaHUSIMH : K S50-1eTHro
Menuko-TeHeTHIeCcKoro IeHTpa : COOpHHUK MatepuaioB / [penkon.]. — Cankr-IleTepOypr
: ®enukc, 2019.

6. OnpeneneHue HACIEACTBEHHOW MPEAPACHONIOKEHHOCTH K HEKOTOPHIM YacCThIM
3a0osieBaHUsIM TIpu OepeMeHHOCTH. ['eHeThueckas KapTa pernpolyKTUBHOTO 310POBbBS :
Metoauueckue pekomenaanuu / B. C. bapanos, T. 3. MBamenko, A. C. I'motoB [u np.] ;
nox pea. B. C. bapanosa, 3. K. Aitnamazsana. — Cankr-Ilerepoypr : H-JI, 2009. — 66 c.

7. ['eHeTnueckuil macrnopT — OCHOBA MHAUBUAYATbHON U MPETUKTUBHON METUIIUHBI /
B. C. bapanos, T. O. HUBamenko, E. B. bapanosa [u 1p.] ; nox pea. B. C. bapanoBa. —
Cankr-IletepOypr : H-JI, 2009. — 527 c.

8. TeMarnueckuid Kypc JIGKIIUH 1O (PU3HMYECKON KYyJIbType U CIOPTY : y4eOHO-
Meroauueckoe nocooue / C. . Hamo3oBa, O. B. MuponoBa, T. . bapanosa [u ap.] ;
nox pen. L. 3. Xy66uena, T. U. bapanosoit. — Cankrt-IlerepOypr : MU3n-so C.-Iletepo.
yH-Ta, 2013. — 248 c.

9. Menuuunckast yabopaTopHas JUAarHOCTUKA : TIPOrpaMMbl W allTOPUTMBI
pykoBozcTBO Jiis Bpayeit : B2 1. T. 2 / A. . Kapnumenko, M. B. Acees, B. C. bapanos
[v np.] ; mox pen. A. V. Kapniumienko. — 3-e u3 ., mepepad. u qom. — Mocksa : [DOTAP-
Memma, 2014. — 696 c. : .

10. PywmsHueBa, B. A. MonekynsipHO-reHETHYECKasi JUATHOCTUKA : HACJIEICTBCHHbBIC
TpoMOO(DUIUHN, TEHETUYECKUE UCCICIOBAHMS B KapAHOJIOTUU : METOJUYECKOE MOCcoOue
st Bpadeit / B. A. Pymsnnesa, A. B. Cumonoa, O. A. I'yOkuna [u ap.]. — Mockaa,
2014. - 48 c.

11. CnoprtuBHas reHetvka : yueOHo-meroauueckoe nmocooue / 1. A. Anasepasn, O. C.
['notos, I1. U. JIunos [u ap.]. — Canxr-IletepOypr : PC Menua, 2019. — 109 c.

12. IlpenatampHas AWMArHOCTUKA HACICACTBEHHBIX OOJE3HEW : COCTOSHUE U
nepcriektuBsl / B. C. bapanos, T. B. Ky3nenona, T. K. Kameera, T. D. NBamieHko ; B
coaBT. ¢ E. C. [llabanogoii, E. A. CepebpsikoBoii, A. JI. KoporeeBsim [u ap.]. — 3-¢ u3n.,
nepepad. — Cankrt-IletepOypr : Ixko-Bektop, 2020. — 503 c.

13. Opomonus npeauktuBHoi meauiubl / B. C. bapanos, T. B. Ky3uenona, T. K.
Kameera [u ap.] ; mox pen. B. C. bapanosa. — Cankr-IletepOypr : Oko-Bektop, 2021. —
359 c.

14. PeokkxoBa, O. II. PykoBOoACTBO MO HWHTEpPNPETANNU JAHHBIX, MOJIYYEHHBIX
METOJaMHd MacCOBOTr0 MapajiieabHOro cekBennupoBanusi (MPS) : penakuusa 2018, Bepcus
2/ O. I1. PenkkoBa [u ap.] / Menunmackas reaeruka. — 2019. — T. 18, Ne 2. — C. 3-23.



15. Richards, S. Standards and guidelines for the interpretation of sequence variants : a
joint consensus recommendation of the American College of Medical Genetics and
Genomics and the Association for Molecular Pathology / S. Richards, N. Aziz, S. Bale [et
al.] /I Genetics in Medicine. — 2015. — Vol. 17, Ne 5. — P. 405-424. — DOI:
10.1038/gim.2015.30.

16. Nykamp, K. Sherloc : a comprehensive refinement of the ACMG-AMP variant
classification criteria / K. Nykamp, M. Anderson, M. Powers [et al.] // Genetics in
Medicine. — 2017. — Vol. 19, Ne 10. — P. 1105-1117. — DOI: 10.1038/gim.2017.50.

17. UCSC Genome Browser (https://genome.ucsc.edu/)

18. dbSNP - Database of Single Nucleotide Polymorphisms (www.ncbi.nlm.nih.gov)
19. bwa (http://bio-bwa.sourceforge.net/)

20.  Genome Analysis ToolKit (https://software.broadinstitute.org/gatk/)

21. dbNSFP (https://sites.google.com/site/jpopgen/doNSFP)

22.  SnpEff u SnpSift (http://snpeff.sourceforge.net/)

23.  SNVViewer (http://genome.ifmo.ru/snvviewer/)

24.  «SIFT» (http://sift.jcvi.org/)

25. «PolyPhen2» (genetics.bwh.harvard.edu/pph2/)

26.  «PAPI» (http://papi.unipv.it/)

27. «PROVEANY (http://provean.jcvi.org/index.php)

28. Human Gene Mutation Database (http://www.hgmd.cf.ac.uk/ac/index.php)

29.  ClinVar (http://www.ncbi.nlm.nih.gov/clinvar/)

30. OMIM (http://omim.org/)

31. DMDM (http://bioinf.umbc.edu/dmdm/)

32.  LOVD (http://grenada.lumc.nl/LSDB_list/Isdbs)

33.  neXtProt (https://www.nextprot.org/)



