OneHoYHBIE CpeICTBA /151 POBE/ICHUsI aTTeCTAllUH
no aucuumiIuHe « MeIuIMHCKAsA TeHeTHKA)
A5 odyvyaromuxcs 2023 roga nocTynjaeHust

1o odpa3oBaTeIbHOI IporpaMmme
06.03.01 buosaorus,
HANIPaBJIEeHHOCTH (Mpo¢uib) I'eHeTuka
(0akasaBpmar),
¢dopma o0yueHust ouHast
Ha 2026-2027 yuyeOHbIi roa

1. OueHouHsble cpesicTBa AJIs MPOBEACHUS TeKylero Koutposs Ha 3ausaTusx (TK), onenku camocrosTenbHoil paboTel o0yvaromuxcs (CP), nmpoBenenus
poMexyTouHoi arrectanuu (ITA), mo3BossIONIe MPOBEPUTH CHOPMUPOBAHHOCTH Y O0YUAIONTUXCS MTPETyCMOTPEHHBIX MMPOTPAMMON JTHCITUILITTHBI

3HaHU (3) / yMeHui (y) / HABBIKOB (H):

IIK-3.2.1. YMeeT o1leHNBATh UCXO0JHOE COCTOSIHUE 00bEKTOB MCCJIEI0OBAHUI, MPOBOAUTH ITANbI JJA00OPATOPHBIX MCCJIETOBAHUI OHOJIOTHYECKUX
MO/IeJIbHBIX 00BEKTOB O] PYKOBOACTBOM 0o0Jiee KBAJIM(PUUMPOBAHHOIO PaOOTHMKA, NMPOBOJAUTH CTATHCTHYECKYI0 00pPa0OTKY JAAHHBIX,
OCYIIECTBJISITH MOUCK M AHAJIM3 PEryJasiTOPHON U HAYYHOH UHGOPMALMHM /I pelieHus NPo(ecCHOHATBHBIX 33124 B 00J1aCTH JIa00OPATOPHBIX
HCCJIeJOBAHMI MPH TOKJINHUYECKUX HCCJIeJ0BAHUSX JIEKAPCTBEHHBIX CPEICTB

Pesynbrats! ocBoenus Ol (koMmeTeHIHH)

I/IH)II/IKaTOpBI JOCTHIXKCHUSI KOMIICTCHIITUN

Pe3ynbTaTsl 00yueHus no

JMCLUIUINHE
IIK-3. Cnocoben x ywactuto B mnpoBenernu | [1K-3.2. Ymeer: y-1. Ymeer OTIpeIeNATh
aHAJTUTUYECKOTO JTana nabopatopubix | [IK-3.2.1. VYmeer oueHuBaTh HMCXOJHOE COCTOSIHUE | (DEHOTUIIHUYECKHUE u
UCCIIEIOBAaHUH  OHMOJIOTMYECKHMX  MOJEIBHBIX | 0OBEKTOB UCCIIeIOBaHUM, HPOBOJNTH 3Tambl | TEHOTUITNYECKUE OCOOCHHOCTH
OOBEKTOB TpPH JOKIMHUYECKUX HCCIEAOBAHHUIX | Ja0OpaTOPHBIX UCCIIeI0BaHUN OMOJIOTUYECKUX | HCCIEIYyEMBbIX  OpPraHu3MOB, a
JIEKapCTBEHHBIX CPEJICTB MOJI PYKOBOJICTBOM OOJIe€ | MOJICTBbHBIX  OOBEKTOB TIOJ] PYKOBOJCTBOM  OoJjiee | Takke paboTaTh ¢ 0a3aMu JaHHBIX
KBaJIM(HUIIMPOBAHHOTO PaOOTHHKA. KBaJTU(UIIMPOBAHHOTO paboTHUKa, NPOBOJUTH | TEHETUYECKOI HH(pOopMaIu

CTATUCTUYECKYI0 00paOOTKy JaHHBIX, OCYIIECTBISATH
MOUCK W aHAIN3 PETYJATOPHOM M HaydHOW MH(POpPMALUU
Uil perieHuss Tpo(ecCHOHANbHBIX 3a7ad B 00JacTH
7a00paTOPHBIX  MCCIENOBAHUN TpPHU  JOKIMHUYECKUX
HCCIIeIOBaHUSIX JIEKaPCTBEHHBIX CPENICTB




Jlist kakoro Buaa

No Pazzien FHCHHIITHHBL, Gopmupyromit Tun 3ananus Coneprxanue 3agaHus [IpaBuibHBIN OTBET KOHTPOJIA
nanubiii 3YH (Mogyib) IIpeHa3HayYeH
TK Cp ITA
Monyins 1. BBenenue B 1. Boi6op Bri6epute Tpu BepHbIX oTBeTa U3 | 1) Haiitu na na HET
MEJIMLIHHCKYI0 TeHETUKY. MOyJIbHAsl | HECKOJBKHUX LIECTH. IIOCJIEI0BATEIbHOCTh
enuHuna 1. OObEKTHI U METO/IBI MPaBUJIbHBIX [Tpu pabore ¢ 6azamMu JaHHBIX reHa
MEJIULHUHCKOU T€HETUKH. OTBETOB reHeTUYEeCKOM nHpopmau 3) onpenenuth
Monyis 4. [Ipodunaktuka (NCBI, OMIM) Mo0xHO: aCCOLMUPOBAHHBIN
HACJIE/ICTBEHHBIX MATOJOTHA. 1) HaliTH mocneI0BaTeNIbHOCTD Oenox
[IpuHIIMIIBI TEHETUYECKOTO reHa 5) nmpoaHaIu3upOBATH
KOHCYJIbTUPOBaHUs. MeIuIuHCcKas 2) paccuuTaTh BEPOSITHOCTh MyTalu
TeHETUKA Kak OyayIiee HacJe0BaHUs
ouomMeuIUHLL. [ eHeTHueckue 6a3bl 3) onpeaenuTh aCCOUUPOBAHHBIH
JTAHHBIX T10 TIOUCKY 0eok
MOCIIeI0BATEIHLHOCTEN TEHOB U 4) MOCTPOUTDH POJIOCIOBHYIO
0enkoB. AHaH3 5) mpoaHAIU3UPOBATH MYTALIUU
1. | mocnenoBaTenbHOCTH OeKa, 6) UHTEPIIPETUPOBATD
ACCOIIMMPOBAHHOTO C 3a00JI€BaHUEM. KIIMHUYECKYIO KapTHHY
Metoas! npopunakTHKu u 2. Bb1 — Ouonor B 1aboparopuu cuHIpoM Bunbsmca aa HET Ja
FCHETUECKOTO KOHCYJIbTUPOBAHUA. CuryanuoHHast MEIUIMHCKON TeHETUKHU. Y
Omnpenenenne GEeHOTHITNYECKUX U 3ajJada MalKEHTa ¢ yMCTBEHHOM
TCHOTHUITHYECKUX 0COOCHHOCTEH OTCTAJIOCTRIO, DIUJICTICHEH 1
UCCIIeTlyeMbIX OPTaHU3MOB, paboTa ¢ XapaKTepHBIMU YepTaMH JIUIA
0a3aMu JIaHHBIX T€HETUIECKOM (BBICOKH1 JIOO, TUTIEPTEIIOPHU3M,
UH(OpMAaIHH. TOHKas BEPXHIA ry0a) MPOBEIEHO
TeHETUYECKOE UCCIIeI0BaHUE.
BrisiBiena Mukpojienenus B
peruone 7ql11.23.
Onpenenure GEHOTUIHYECKOE
Ha3BaHME CUHApPOMA.




IIK-3.3.1. Biageer HABBIKOM OIEHKH JAHHBIX O CBOMCTBaX MCHBITYeMbIX OHOJOTHYECKHUX O0BEKTOB, ONBITOM OIEHKH Pe3yJbTATOB
JIa0OPaTOPHBIX UCCJIEI0BAHN OHOJOTMYECKUX MOIeJIbLHBIX 00bEeKTOB MO/l PYKOBOJACTBOM (0Jiee KBATU(PHUUMPOBAHHOI0 PA0OTHHKA.

PesynbTarsl ocBoenus OIl (koMneTeHImm)

I/IHIII/IKaTOpLI JOCTHOKCHUS KOMIICTCHIIHN

Pe3ynibTatel 00y4eHus 0 JUCHHUTIIINHE

[IK-3. CnocobeH K yd4acTHiO B MPOBEICHUU
AHATUTHYECKOTO JTana n1a00paTOPHBIX
UCCIICZIOBAaHUH  OMOJIOTHYECKUX  MOJICIBHBIX
OOBEKTOB TP JOKIMHUYECKUX HCCIICTOBAHUSIX
JICKapCTBEHHBIX CPEICTB TOJ PYKOBOJICTBOM
0osee kBATH(PUIIMPOBAHHOTO PAOOTHHKA.

I1K-3.3. Biazgeer:

[1K-3.3.1. BnageeT HaBBIKOM OLIEHKH JAHHBIX O
CBOMCTBax UCTIBITYEMBIX OMOJIOTUYECKHUX
OOBEKTOB,  OMBITOM  OIICHKH  PE3yJIHTATOB
71a00paTOPHBIX HUCCIIEAOBAHUA OHOIOTHYECKIX
MOJIETILHBIX O0BEKTOB TOJI PYKOBOACTBOM OoJiee
KBATHM(UIIMPOBAHHOTO pabOTHHUKA.

H-1. HMmeer HaBBIK (OMBIT JEATEIHHOCTH)
aHaJIM3a TeHETHYeCKOr nHpopMaIuu (e,
JIOKYCBI), a TaK)X€ YTCHUS M HHTEPIIPETAIUH

PE3YJILTATOB MOJICKYJIIPHO-TCHCTUYCCKHUX
TCCTOB y MOACIBHBIX 00BEKTOB ,
HCIIOJIb3YyCMBbIX JJIA HU3y4dCHUA

HaCHeHCTBCHHOﬁ IIaTOJIOI'nM y 4CJIOBCKA

Jls kakoro
No Paznen JMCLATUTHHBL, hopMupyroIIHiA Tun sananns Contepkane 3aanns [IpaBunbHbIN BHU1a KOHTPOJIS
nanHsiil 3YH (Moyinb) OTBET IIpeIHA3HAYCH
TK | CP | TIA
Monyns 2. ['ennsie 60ne3an. MoaynbHast | 1. YcraHnoBure Ycranosure 2) oKkpalMBaHue Ja | Ja | HeT
enununa 1. Knaccudukanus reHHbIX MOCJIeI0BATEJBHOCTh | TOCJIEI0BATEILHOCTh 3TAMOB npenapaToB
Oose3neil. MeTo bl IMarHOCTUKH TEHHBIX YTEHUSI pE3yJIbTaTOB 3) MuKpockomnus
0ose3Hel. KapUOTUITUPOBAHUS 1) moncuer
Mopyns 3. XpoMOCOMHBIE OOJIE3HH. XPOMOCOMHOM KapThl XpPOMOCOM
MonynbHas equanna 1. Knaccudukanus YHHUBEPCAJIHLHOTO MOJIETEHOTO 4) BbIsSIBIICHHE
XpOMOCOMHBIX OoJsie3He. MeTo bl 00BEKTa — OEII0 MBIIIH C AHEYTIJIOUIUU
JUArHOCTUKH XPOMOCOMHBIX OOJIe3HEH. aHEYIJIOUTUCH.
2. | CoBpeMeHHBIE METO/IbI U3yUCHHS, 3anuuunTe COOTBETCTBYIOLIYIO
JUArHOCTHKY U JICYCHUS HACIIEICTBEHHBIX MOCIIE0BATEIBLHOCTD ITUGD.
0one3Heit. Merozsl uccinenoBanus JJHK
yenoseka ([1LIP, mukpockomnus, 1) moacuet xpomocom
LUTOJOTUYECKHE UCCIEIOBAHHS, 2) OKpaIllliBaHHE MPErapaToB
KapUOTUIIMPOBaHKE). AHATU3 3) MUKpOCKOTIHUSA
TeHETUYECKON nHpOpMaIiK (aJIeIu, 4) BBISIBJICHUE aHCYTUTOUINHI
JIOKYCBI), YTEHHE M UHTEPIPETALHSA 2. CutyaumoHHasi Bl — Ouosnor B maboparopuu aJlcHOKapIMHOMa | Ja | HeT | Ja
PE3yNbTaTOB MOJIEKYJIIPHO-TEHETUYECKUX




TECTOB Y MOACIIbHBIX 00BEKTOB

3agada

rexHe Apc.

MBIIIEH?

9KCIIEPUMEHTAILHOM OHKOJIOTHU.
[Ipu pabote ¢ MOAEIBbHBIM
00BbeKTOM (JTMHUS 1a00pPaTOPHBIX
MBIILIEN ) TEHETUYECKUM aHaIU3
MOKa3ajl HaJIM4he MyTalluu B

Kaxkoe 3a001eBanue Hanbolee
BEPOATHO Y JAHHOW JIMHUU

KUIICYHUKa

IIK-4.2.1. YMeeT oueHMBATH MCXOHOE COCTOSIHME 00BEKTOB MCCJIE0BAHMI, MPOBOAUTH ITANbl KIMHUYECKHUX JA00OPATOPHBIX MCCJIET0BAHMI
Mo/ PYKOBOJACTBOM 00Jiee KBAJIU(PHUIUPOBAHHOIO PA0OTHMKA, MPOBOAUTH CTATHCTHUYECKYI0 00pPA0OTKY JAAHHBIX, OCYLIECTBJSATH MOUCK W
aHAJN3 PeryJsiTOPHOl M Hay4yHOM HHGOpMANUM JJs1 pelleHUus1 NMPOo(ecCHOHATBLHBIX 32124 B 00J1aCTH JAa0OPATOPHBIX MCCJIEI0BAHMN NP
KJIMHUYeCKHX HCCJIeJOBAHUSAX JIEKAPCTBEHHBIX CPe/ICTB.

PesynbTatsl ocBoenust Ol (koMmeTeHIHH)

I/IH}II/IKaTOpI)I JOCTHIXKCHUSI KOMIIETCHITUHN

Pe3ynbrarel 00ydeHus Mo TUCITUTIITNHE

I1K-4. Crioco0eH K y4acTuIO B IPOBEICHUH

AQHAIMTHYECKOTO  dTama  J1adopaTOpPHBIX
UCCIIeIOBAHUM npu KJIMHUYECKUX
UCCIIET0BAHMSX JIEKapCTBEHHBIX

IpernapaToB MOJA PYKOBOJACTBOM Oolee
KBJIN(UIIMPOBAHHOTO pPaOOTHHKA.

I1IK-4.2. Ymeer:

IIK-4.2.1. YMeeT oOlleHHMBAaTL HCXOJHOE COCTOSHHE
OOBEKTOB  HUCCIIEZIOBAaHWM,  MPOBOAUTH  ATaIlbl
KIMHUYECKUX J1a0OpaTOpHBIX HCCIEAOBAaHUN TMOJ
PYKOBOJCTBOM 6onee KBaJH(PHUIIUPOBAHHOTO
paboTHUKA, MPOBOAUTH CTATUCTUYECKYIO OOpabOTKY
JaHHBIX,  OCYLIECTBIATH  TOWCK W  aHAIW3
peryJsaTOpHOW W Hay4yHoW wuHpoOpMamum ISt
pemieHuss TPOQPECCHOHANBHBIX 3a7ad B oOJacTu
1ab0paTOPHBIX HCCJIENOBAaHUN MpU  KIMHUYECKHX
HCCIICIOBAHMSIX JIGKAPCTBEHHBIX CPEJICTB.

y-1.  YMmeer TpHUMEHSTh CTaTHUCTUYECKUE
MEeTOABI I aHanu3a, oOpabaTeiBaTh OOJBIINE
MAacCCHBEI JMaHHBIX c IIOMOIIILIO0
CHeI_[I/IaJ'II/ISI/IpOBaHHBIX nporpaMM, a TaKXe
MOJIETTUPOBATh reHETUYECKHE MIPOIIECCHI,
MYTaFeHe3 158 HpOFHOSHpOBaTB BepOﬂTHOCTB
HaCJICJOBaHUS HpI/ISHaKOB.

Pazgen nucuuIninHeEel,
Ne | popmupyromwmii nannsiii 3YH
(MoTyJIB)

Tun 3aganusa Coneprxanue 3agaHus

JI1st Kakoro Buaa
KOHTPOJIA

IIpaBUIIBHBIN OTBET
IIpeaHa3HauYeH

TK | CP | DA




Monyns 2. ['ennbie 6051€3HH.

MonaynbHas eqUHULIA 1.
Knaccudukanus TE€HHBIX
0o0JIe3HE. Meroel
JIUAarHOCTHUKHU T'€HHBIX 00JIe3HEH.
Moayns 3. XpOMOCOMHBIE
0one3nu. MopysnbpHas eIuHUIA
1. Knaccudukamms
XPOMOCOMHBIX 00J1e3HEeH.
MeToabl JIHArHOCTHUKHU
XPOMOCOMHBIX 0ose3Hel.
Monyns 4.  Tlpodunakruka
HaCJEICTBEHHBIX IMaTOJIOTHIA.
[TpuHIIATIBEI T€HETUYECKOTO

KOHCYJIbTUPOBAHUS. ITHUOJIOTHUS
U DIIAJIEMHOJIOTUS TEHETUYECKUX

3a00JIeBaHUH. Onpenenenue
THIIOB HacJeJ0BaHUs H
MOCTPOEHHUE POJIOCTIOBHBIX.
MexaHHU3MBI HacIeI0BaHUus
MOHOTE€HHBIX Ooite3Hei
(ayTOCOMHO-TOMMHAHTHBIH,
ayTOCOMHO-PELIECCUBHBI, X-
CIETIJICHHBIH ). MexaHn3MBbI
HACJICOBaHUS MIOJINT€HHBIX
3aboneBanuii. MopgenupoBaHue
FCHETUYCCKHUX MPOILIECCOB,
MyTareHe3 W IPOTHO3WPOBAHUE
BEpPOSITHOCTH HACJIEI0BaHUs
MIPU3HAKOB

1. YcTanoBure
MOCJIeA0BATEALHOCTH

BriOepure Tpu BEpHBIX OTBETA U3

IIECTH.

[Tpu aHamu3e OOJIBIIMX MACCHUBOB

TCHOMHBIX JIAHHBIX C

UCTIOJIb30BAHUEM CTATHCTUYCCKHUX

METOIOB U CIICIUATN3UPOBAHHOTO

POTPAMMHOTO 00eCTICUEHUS ISt

MO/JICIIMPOBAHMS TCHETUIECKUX

MPOIIECCOB, MyTarcHe3a u

MIPOTHO3UPOBAHUS BEPOSTHOCTH

HaCJIeJIOBaHHS TPU3HAKOB

HE0OXOIUMO YUUTHIBATh:

1) wactoTy ajenei B MOMyJISIUH
(MAF)

2) uBeT GIyopecleHIMN 30H 1
npu FISH-ananusze

3) monpaBKy Ha MHOXXECTBEHHOE
tectupoBanue (FDR unu
boudepponn)

4) TemrepaTypy ILIaBICHUS
npaiimepos B [1L[P

5) paBHOBecue Xapau —
BaiinGepra

6) muHy reins A aaekTpodopesa

1)uacToTy anenei B
nonyJisiuuu (MAF)

3) momnpaBKy Ha
MHOKECTBEHHOC
tectupoBanue (FDR
win boudepponn)

5) paBHOBecue Xapau
— Baiinbepra

na

na

HET

2. BonipocsI ¢
Pa3BepPHYTHIM
0TBETOM

B xone nmonynsunoHHO-
TeHETUYECKOT0 MOJIEINPOBAHUS
OBbLIO YCTaHOBIIEHO, UYTO 00a
poautens (y4aCTHUKH
KJIMHUYECKOTO UCCIICIOBAHMS )
SBIIAIOTCS TE€TEPO3UTOTHBIMU
HOCHUTEJISIMU T€HOTHIIA
MeJJIeHHOTO MeTaboau3ma (Aa)
UCCIIEAYEMOro Mpenapara.

25

na

HECT

na




Paccunraiite BEposSITHOCTH TOTO,
410 MX Oymymuii pebeHok
yHacneayet GeHOTHUII C
KPUTHYECKHM PUCKOM Pa3BUTHS
mo60YHBIX A (PEKTOB HA TAHHBIN
npenapat (aa). OTBET 3alUIIUTE B
BU/IE 1IEJIOTO YHUCIIA.

IIK-4.3.1. Biaageer HaBBIKOM OIIEHKHM [JaHHBIX O CBOMCTBAaX HCIHBITYeMbIX O0OBEKTOB, ONBLITOM OIEHKH Pe3yJbTATOB JIa0OPATOPHBIX
HCCJIeIOBAHUI UCIIBITYeMBbIX 00bEKTOB 110/l PYKOBOJCTBOM 0o0Jiee KBAJIUM(PUIMPOBAHHOTO PA0OTHHUKA.

PesynbTarsl ocBoenus Ol (koMmeTeHIm)

I/IH}II/IKaTOpI)I JOCTHIXKCHUSI KOMIIETCHITUHU

Pe3ynprarel 00y4eHus IO TUCIUTIIINHE

[IK-4. CnocoGeH K y4yacTHIO B TPOBEJCHUU
AHAJMTHYECKOTO JTamna 71a00PaTOPHBIX

11K-4.3. Bmazneer:
T1K-4.3.1. Bimazmeer HaBBIKOM OIIEHKH HAHHBIX O

H-1. Mmeer HaBbIK (OMNBIT AEATEIBHOCTH)
aHaiau3a TE€HETUYECKON uHbOopMaluu

UCCIIEIOBaHUM PU KIMHUUYECKUX UCCIIEOBAHUAX | CBOMCTBAX HCHBITYEMBIX OOBEKTOB, OINBITOM | (aJUIeNH, JIOKYChI) M COIOCTaBICHHE €€ C
JIEKapCTBEHHBIX IIPENapaToB MOJ| PYKOBOJCTBOM | OIICHKH pe3yNbTaToB 7Ta00paTOPHBIX | KIIMHAYECKON KapTHHOM, a TakXKe YTCHUS U
Oosiee KBaIM(PUIIPOBAHHOTIO PaOOTHHKA. UCCIIEIOBAHUM  HCHBITYEMBIX OOBEKTOB  IOJ | HHTEPIPETALUU PE3yIbTaTOB MOJIEKYJISIPHO-
PYKOBOACTBOM  Ooiee  KBaTM(UIIMPOBAHHOTO | TEHETHYECKUX TECTOB.
paboTHHKA.

Jns kakoro
Paznen muciuIimHeI,
Ny N 8 BHJ1a KOHTPOJISI
Ne dbopmupyromuit nanueiii 3YH Tun 3amanus Coneprxanue 3agaHust [IpaBuUnBHBIN OTBET
(MOIYITB) npegHa3HauYeH
TK | CP | TTIA
Mopyns 2. I'ennbie 0one3HU. 1. YcranoBure YcTaHOBUTE COOTBETCTBUE MEKITY 1. neneuus yuactka 15ql1- | na | ga | Her
MopynbpHas eqununa 1. COOTBETCTBHE pe3yiabTaTaMu KapuOTUITUPOBAHUS g13 maTepuHCKOro
Knaccudukanmst reHHbIX 00JIe3HEH. TeHOMa C KIIMHUYECKOU MPOUCXOXKICHUS
4 Meroas! TUarHOCTUKHU T'€HHBIX WHTEPIPETALMECH. A. Cungpom AHrenbmaHa

OoJIe3HEH.

Monayns 3. XpoMOcoMHbIE 0OJIE3HHU.
MonaynbHasg enuauna 1.
Krnaccudukanus XxpoMOCOMHBIX

1. neneums yuactka 15q11-q13
MaTEPHUHCKOIO IIPOUCXOKIACHHUS
2. BbIsABIIEHUE TPEX Komuii reHa APP

2. BBIIBJICHHE TPEX KONUI
reHa APP (amunonnnoro

MpeAlIeCTBEHHUKA) Ha




OoJiesHeil. MeToapl IUarHOCTUKU (ammtonTHOTO xpomocome 21

XpOMOCOMHBIX OoJie3Hei. [Ipumepsr IpEIIECTBEHHUKA) Ha b. Cungpom JlayHa (c
MOHOT'CHHBIX 3a00JIeBaHMIA; xpomocome 21 pPaHHUM pa3BUTHEM
0COOEHHOCTH JUArHOCTUKH U 3. wmyranus B rene DMD (nmenenust  [0one3nu AjbIreriMepa)
JIeYeHUs MOHOTCHHBIX 3a00JIeBaHHIHA. OJIHOTO WJIM HECKOJIBKHX

3aboneBaHus, BEI3BAaHHbIC 9K30HOB) 3. mytauus B rese DMD
M3MEHEHHEM CTPYKTYpHOTO COCTaBa (meneuust OAHOTO WM
XPOMOCOM, TMATHOCTHKA U JICYEHUE A. Cunapom AHreibmaHa HECKOJIbKMX SK30HOB)
JTAHHBIX MATOJIOTUM. AHAIU3 b. Cunapom JlayHa (¢ paHHUM B. Mebimeunast tuctpodust
TeHETUYECKON nHpOopMarim pa3zBuTHEM 00JIe3HU AJbLreiimepa) [Tro1iena

(anmnenu, IOKYChbl) U COMOCTaBJICHHE B. Meieunas quctpodus Jromena

€ ¢ KIIMHUYCCKOM KapTHHOIH, 2. Byl — OHOJIOT B IIUTON€HETUYECKOM Tpucomus 21 Ia | HeT | J;a
HUTCHUE 1 NHTCPIPETAINA CuryanuonHas | nabopartopun. K Bam moctymumn

pe3yJIbTaTOB MOJICKYJIAPHO- 3ajgavya pesysbrat FISH-ananuza

FCHETUIECKUX TECTOB (pryopecrieHTHOM rHOpUIU3aIUY in

Situ) KpoBH MaIMEHTa ¢ 3aJePKKON
passutus. Mcnons3zoBanu
JBYXLIBETHBIM 30H]] HA XPOMOCOMBI
13 u 21. B Hop™me B uHTEpDha3zHOM
AJIpe BUJIHO T10 JIBa CUTHAJIa KaXKI0ro
nBeTa. B oOpasie nanueHTa Bbl
HACUMTAaJIM TPU CUTHAA LIBETA,
COOTBETCTBYIOIIIETO XpoMocoMe 21, u
JIBa CUTHaJIa I[BETa XpOMOCOMBI 13.
Kaxoe 3axntoueHne Bbl BHECETE B
MIPOTOKOJ UCCIEIOBAHMS?

2. Borpochl 17151 TIOATOTOBKY K IPOMEXKYTOUHOM aTTECTAlUH.

1. MenmunuHCKas TeHETUKA B CTPYKTYPE MEIMKO-OMOJIOTMYECKHX HAyK O YeJNOBEKEe. 3adayd MEIUIMHCKON TeHETHKH. VICTOpHs CTaHOBICHHS
MEJIMIIMHCKOW TeHEeTUKH. 3HAYCHUE TCHETHKH 1St MeaUIHbL. CTaHOBIIEHWE MEIMIIMHCKON reHeTHKH B Bonrorpaackoi obmacTy.

2. B3samMopelicTBHE HACIIEICTBEHHOCTH H CPEbl B (POPMHUPOBAHNN YCTOWUMBOCTH U TPEAPACIIONIOKEHHOCTH K 3a00JICBAaHHSIM.

3. DTHojorus  HacIeICTBEHHBIX OoJie3He. MyTanuu KaK 3THOJIOTUYECKHH (aKkTop.




© N OA

10.
11.
12.
13.
14.

15.
16.
17.

18.
19.
20.

21.

22.
23.
24,
25.
26.
27.
28.
29.

Knaccudukanus HacnenctBeHHbIX O6oe3Heil. [larorenes HacieICTBEHHBIX 00Ie3HEl (MONEKYISPHBIN, KIETOYHbIN, TKAHEBOWH YPOBHH).
HacnencrtBeHHOCTh 1 KITMHUYECKAst KapTuHA. Hacne1cTBEHHOCTh U MCXOIbI 3a00JIEBaHUH.

Knuanueckne 0cOOEHHOCTH MPOSIBICHHSI HACJIEACTBEHHBIX 00JIE3HEI.

[IpuHIMIBI ~ KIMHUYECKOW JAMAarHOCTUKH HACJIEICTBEHHBIX OOJIE3HEH.

Mopdorenernyeckue BapHaHTHI Pa3BUTHS (MHUKPOAHOMAIMU, MUKPOIPU3HAKHU, CTUTMBI TUCOMOpPHOreHe3a) U UX 3HAUYC€HHWE B JTUArHOCTUKE
HAaCJEACTBEHHON NaTOJIOTHH.

Bpoxnennsie mopoku pa3BuTUs (M30JIUPOBAHHBIC, CHCTEMHBIE 1 MHOKECTBEHHBIE).

[TaTorenes, KIMHUKA, MPUHITUIIBI AUATHOCTUKH, JeueHus 0oae3nn Hummana-ITuka.

[ToHsATHE O KPUTUUYECKUX NIEPUOJIAX OHTOIEHE3A.

[onsatue o peHOKONHSIX.

KnuHuKo-reHeasiornyeckuii METo/I.

Kputepun pa3zHbIX TUIIOB HACJIE€IOBaHUS: ayTOCOMHO- JOMUHAHTHOTO, 8y TOCOMHO-PELIECCUBHOT0, X — CLIETIJIEHHOTO JOMUHAHTHOTO, X-
CLIETUIEHHOTO PELIECCUBHOTO, MOJIAHAPUYECKOT0, MUTOXOHIPHUAIBHOTO.

[utorenernueckue meroasl. Onpenenenue. CyTb METO/IOB.

buoxumuueckue metosl. [lokazanus kK OMOXMMHUYECKOMY HCCIIEI0BAHUIO I JTUArHOCTUKHU HACIEACTBEHHbBIX 3a00JI€BaHUM.
MonekynsipHo-reHeTrueckue Metoibl. CyTh MeTo10B. Vcnonbp3oBaHne MOJIEKYIIPHO-TEHETUYECKUX METOA0B B JJabopatopusix Bonrorpaackoi
o0racTH.

YuusepcansHocth MeTo10B JIHK-nnarnoctuky, BO3MOKHOCTH UX MCTIONIB30BaHUS B Tabopartopusix Bonrorpaackoit o6nactu.

[Tomumepasnas nenHas peaknus. [Ipuanumns! ncnonp3oBanus TP B mabopatopusix Bonrorpanackoii obmacTy.

[IpocenBaromue mnporpaMMbl — JOKJIMHHUYECKAsh IUArHOCTHKA HacleACTBeHHbIX Oosie3Heil. [IpuHimmbl otOopa Ho3zomoruid. OOmas
XapaKTepUCTHKA MPOBOJIUMBIX IpOrpaMM ((peHHIKETOHYpHS, BPOXKACHHBIN THUIIOTUPEO3, aJPEHOTCHUTATBHBIN CHHIPOM).

[lpuHIMIBI ¥ METONBI MPEHATaTbHOW AMATHOCTUKH HACIEICTBEHHBIX M BPOXKICHHBIX 3a00JIeBaHMIA; MOKA3aHUs, CPOKU TMPOBEACHHUS,
npoTHBONOKa3aHus. [[puMeHeHne MeTo10B MPeHaTaNbHOM JUarHOCTUKY B TabopaTopusix Bonrorpanckoit obnactu.

DTHUOJIOTHUS U TATOT€HE3 XPOMOCOMHBIX CHHAPOMOB: YHCIIOBBIE U CTPYKTYPHBIC U3MEHEHHUS.

OOm1ast XxapaKTepUCTHKA XPOMOCOMHBIX 00JIe3HEH.

Knunnueckas renerrka cungapoma Jlayna.

Knunnueckas renerrka cungapoma [laray.

Knunnueckas reHeTHKA CUHApPOMa DaBap/ca.

Kimnanueckas renetuka cungpoma [lepemesckoro-TepHepa.

Kiuandeckas renetuka cuaapoma Knaiingensrepa.

Knunanueckast reneTrka MUKpoaeneinoHHbIX cuaapoMoB ([Ipaaepa-Bwinu, Aurensmana, Jlanrepa-I'ugeona).



30.
31.
32.
33.
34.
35.
36.
37.
38.
39.
40.
41.
42.
43.
44,
45.
46.
47.
48.
49.
50.
51.
52.
53.
54.
55.
56.
S7.

58.
59.

KimHanueckoe nmposiBiieHne MyTallMiIeHOB. SIBlIeHNEe UMIIPUHTUHTA HA TEHHOM yPOBHE.
OO1m1ast xapakTepUCTHKa MOHOT€HHOM MaTOJIOTHH.

VY nenbHbII Bec TeHHBIX 00JIE3HEH B CTPYKTYpe 3a001€Ba€MOCTH.

YacroTa 1 pacipoCTpaHEHHOCTh MOHOT'€HHOM NaToorui. CUHIPOMBI MHOXKECTBEHHBIX BPOKIEHHBIX [IOPOKOB Pa3BUTHS.
KimHnyeckas reHeTMKa MyKOBHCIIMI03A.

KinHnueckas reHeTHKa BpPOXKACHHOTIO THIIOTUPEO03a.

Knunudeckas renetuka Heiipopudbpomarosa.

Kinnnueckas renetuka cunapoma Diepca-Jlanio.

Knuanueckas renetnka cuaapoma Mapdana.

Knuanueckas renernka muoauctpodpun romena-bekkepa.

KimmHnueckas reHeTKa CHHAPOMA YMCTBEHHON OTCTAJIOCTH C JIOMKOHW X-XPOMOCOMOM.
Knunnyeckas reHeTuka rnceBIoTalIuoOMUIHOTO cuHapoma Pobeprea.

Hacnencteennsie 60ne3an oOmMeHa BeniecTB. Knaccudukanms.

[TaTorenes, KIMHUKA, IPUHIIUIIBI TUATHOCTUKH, JIEYEHUS] (EHUIIKETOHYPHUU.
XapakTepucTuKa naToreHe3a, KIMHUKA, IPUHIUIBI JUATHOCTUKH, JIEUEHUSI THPO3UHO3A.
XapakTepucTUKa NaToreHe3a, KIMHUKA, IPUHIUIBI JUarHOCTUKH, JIEUEHUS aJIKallTOHYPHUH.
XapakTepuCcTUKa MaTOTeHe3a, KIIMHUKA, TPUHIIMIIBI JHarHOCTUKH, JICUEHUS JICHIINHO3A.
XapaKkTepuCTHKa MaTOreHe3a, KIMHUKA, IPUHIHIBI TUarHOCTUKY, JICYEHUS alIbOMHU3MA.
[TaTorenes, KIMHUKA, IPUHLIUIIBI TUATHOCTUKH, JICYCHHSI TTIMKOTEHO30B.

[TaTorenes, KIMHUKA, IPUHIUIIBI IUATHOCTUKH, JIEYEHUS JIEHKOAUCTPOPHH.

[TaTorenes, KIMHUKA, AMATHOCTHKA, JICYCHUE CEMENHON IMIIEPX0IECTEPUHEMUH.
[TaTorenes, KIMHUKA, IPUHLUIIBI AUATHOCTUKH, JIedeHUs ToochaTeMun.

[TaTorenes, KIMHUKA, IPUHIUIBI AUATHOCTUKH, JIEUEHUSI BUTAMUH D-3aBUCUMBIX COCTOSIHHUM.

[pununs! nuddepeHnnantbHON AMArHOCTUKH OCHOBHBIX TPYIIIT: HApyIIEHUs] 0OMEeHa aMUHOKHCIIOT, JIUIHJIOB, YTIIEBOJA0B, MUHEPAJIOB.

@DaKTOopbI pUCKa U MPUHIUIIHI BHISIBJICHHUS JIUL C TOBBIIIEHHBIM PUCKOM Pa3BUTHS MYJIbTU(DAKTOPHATBHBIX OOJIE3HEH.
KnuHuKO-TeHeanornueckuii MeTo/1 B AMArHOCTUKE MYJIbTH(PAKTOPUATBHBIX O0JIE3HEN U JUCTIaHCEPU3allUs HACEICHUSI.
Bunsl, myTH u popmMbl IpoPUIAKTHUKN HACIEACTBEHHBIX Oone3Heil. [lepBuyuHas u BTopuyHas mpo(uIakTHUKA.

MCI[I/IKO-FCHGTI/ILIGCKOG KOHCYJbTUPOBAHUC: 3a/la4, 3TAIIbl IIPOBCACHUA U COACPKAHUEC DTAIIOB (I[I/IaFHOCTI/IKa, OILICHKAa I'CHETUYCCKOI'o pHCKa,

3aKJIIOYEHHUE, TIOMOILb CEMbE B IPUHATUU PELICHUS).
[IpenaTanpHas TMarHOCTUKA KaK METOJ IEPBUYHOM MPO(UITAKTHKH.
MHBa3uBHBIE METOBI TPEHATAIBHON TUArHOCTHKHU.



60. [Toka3zaHus ¥ IPOTUBOIOKA3aHUS K IPUMEHEHHUIO, CPOKH U YCJIOBHUS IIPOBEICHUSL.

61. HennBa3uBHbIE METO/IbI IPEHATAIILHON JUATHOCTHKH.

62. [IpexoHuenMOHHAs TPOPUIAKTUKA: CYIIIHOCTb, BO3MOXKHbBIE METO/Ibl IIPOBEICHHS.

63. Opranusanus MeAUKO-TeHETUYECKO! CiTy>k0bl B Bonrorpasckoit obnactu u PO.

64. CuMnToMaTHUECKOe JIeUeHHE HAClIeACTBEHHBIX 00JI€3HEH: MEIMKaMEHTO3HOE, (PU3N0TEPANIEBTUIECKOE U XUPYPruUecKoe.

3. [Ipumep OuseTa 171 MPOMEKYTOYHOU aTTECTALIUU:

¢benepanbHOE TOCYAAPCTBEHHOE OIO/IKETHOE 00pa30BaTEIbHOE YUPEIKICHNUE BBICIIETO 00pa30BaHUs
«Bonarorpaackuii rocy1apCTBEHHBIN MEIUIIMHCKUN YHUBEPCUTET)
Munucrepcrsa 3npaBooxpanenus Poccuniickoit enepanuu

Jucnuminza: MeauimHacKas reHeTuKa
bakanaBpuat no HanpasieHuto moarotoBku 06.03.01 buonorus, HanpaBaeHHOCTH (Mpoduis) ['eHeTnka
YueOusriii rox: 2026 - 2027

DKk3aMeHalMOHHBIN OmiteT Nel

1. TlatoreHes, KIMHHUKA, MPUHIUIBI JUATHOCTUKH, JICUCHUSI BUTAMUH D-3aBUCUMBIX COCTOSIHHIA.

2. Tlpuniune! quddepeHIanTsHON TUarHOCTHKU OCHOBHBIX TPYIII: HAPYIICHUS] 0OMEHAa aMUHOKHUCIIOT, TUIHIO0B, YIJIEBOJI0B, MUHEPAJIOB.

3. Cumyayuonnas 3a0aua. Bel — OuOIOr B MEAMKO-TeHETUYECKOM Tabopatopun. K Bam moctynui obpazerl KpoBH OT HOBOPOKAEHHOTO C
XapaKTepHBIMU MPU3HAKAMU HACIIEJICTBEHHOT'O HAPYIIIEHUSI OOMEHA BEIIECTB: CIeIM(PHUSCKUM «MBIIITHHBIMY 3allaXOM MOYH U T0Ta,
3aJIepPKKOU ICUXOMOTOPHOTO pa3BUTHS. Bpau-reneTuk npeamnonaraet GeHuIKeTonypuro. HazoBute 0CHOBHOI OMOXUMUYECKUI MapKep
(moxazarenb B KpOBH), KOTOPBIH HEOOXOAUMO OMPEIETUTh AJI MOATBEPXKICHUS TUarH03a. Y KAKUTE MOJICKYJISIPHO-TEHETUUECKUI METO/I,
TO3BOJISIIOIINM BRISIBUTH MyTaluu B reHe PAH, moareep kaaromiero muar{os.

3aBenyrouiuii kageapoit A.B. Ctpbirun

B nonnom o6beme oz orieHouHBIX cpeacTB no aucuurinHe noctyned B JUOC OI'BOY BO Boar'MY Munzapasa Poccun:

https://study.volgmed.ru/course/index.php?categoryid=450

PaccmoTtpeno Ha 3acenanuu kadeapsl GyHIaMEHTATFHOW MEAUIIMHBI M OUOJIOTHH, TIPOTOKOM OT «21» mast 2026 r. Ne 10.
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3aBenyromiuii kageapoit A.B. Ctpbirun



