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HaCJEACTBECHHON MaToJIOrNU

5 CaimoxoBa Ompra Hayunstii cotpynauk naboparopun
" | AnexcanapoBHa ) HACJIEICTBEHHO MAaTOIOTHHI

@onp OLEHOUHBIX CPEJICTB OOCYXJeH W 0100peH Ha 3acemanuy Y 9eGHO-METOANYECKOrO
cogeta. [Iporoxosn Ne 2 ot «22» mast 2023 roga.

Cekpetaps YueOHO-METOIHYSCKOTO COBETA ALE. Tymamona

OcnoBHas npodeccroHaNbHAS o0pazoBareNibHas IPOrpaMMa BBICIHIErG O0pa3OBaHUS —
nporpamma opauHatyphl o crnenuansHoctd 31.08.30 [enernka obcyxnena u oobpeHa Ha
3aceanuy YuyeHoro corera (mpotokon Ne 6 oT «30» mast 2023 roja).




1. HACHHOPT ®OHJA OHEHOYHBIX CPEACTB
O JMCIHUIVIMHE '’EHETHUKA

Paznen yueOHoit KonTposmpyema | Bugpl KoHTpoIIsSt 1 OueHouHbIE CpeicTBa
JUCIUILTAHBI sl KOMIIETEHIUS |aTTeCTalluu
OOyuarommii [1K-6, T11K-8, Texkymuii KOHTPOJIb JIHEBHUK IIPAKTUKHU
CUMYJIAIIMOHHBIN ITK-13 Yek-nuct
Kypc IIpomexyrounas
aTTecranus
[MpousBoncteennas (I1K-1; T1K-3; KonTpoJsibHbIE BOIPOCHI
(KTMHUYECKas ) [1K-5; ITIK-6; T . [IpakTrueckue 3aganus
MIPAKTUKA B IK-7; TIK-8; CKYHIHH KOHTPOIIE Pedepar
CTalmoHape [IK-9; I1K-10; n JIHEBHUK TIPAKTUKH
(otnenenue I1K-12; T1IK-13 POMEAKYTOHHAA
HACJIE/ICTBEHHBIX arrecrati
0oJ1e3HeN)
[TpousBoacTeennas |I1K-1; ITK-2; KonTposibHbIE BOIPOCHI
(kMHMYeCKas) [1K-4; T1K-5; Texymui KOHTPOJIb [IpakTrueckue 3aganus
npakTtuka B meauko- |[1K-6; I[TK-7; Pedepar
TE€HETUYECKON [1K-8; I1K-9; [Ipomexyrounas JIHEBHUK IPAKTUKH
KOHCYJbTaI[U! [1K-10; TIK-11; arTecTalus
ITK-12; 1TK-13

[IpousBoacteennas |I1K-1; ITK-5; KonTpoJsibHbIE BOIPOCHI
(KTUHUYECKas ) I1K-7; TIK-8; T . [IpakTrueckue 3aganus
MpaKTHKa B [TK-10; ITK-11; CHYHIHH KOHTPOIIE Pedepar
MIOJINKJINHUKE [1K-12; TIK-13 JIHEBHUK IIPAKTUKHU
(kabuHeT [Ipomexyrounas

. aTTecranus
MIepUHATATHLHON
JTUArHOCTHUKH )

2. OUEHOYHBIE CPEACTBA

KOHTpOJII)HbIe BOITPOCHI VI TEKYIIET0 KOHTPOJA AU HpOMe?KyTO‘IHOﬁ arTrecCranuu

1. 3HavyeHHEe METUIIMHCKOW TeHETHKHU /I O0IIei maTosoruu yenoBeka. Kmaccudukarms
0ose3Hel yenoBeka (TeHETUUECKUE acTIeKThI).

2. Monorennsie 6ose3an. YacToTel B nmomynsamnusax. [IpumMeps! mo Tummy HacjiaeI0BaHUS H
JIOKAJIM3aIlMA MYTaHTHOTO TeHa.

3. Pa3mep renoma yenoBeka. Pu3nuecKue U TCHETUUECKUE MEPhI pa3MEPHOCTH TeHOMA.

4. OEHOMEHOJOTHS TPOSIBICHUS TEHOB W TMPHUHIMIBI KIWMHAYECKOW TEHETHKH.
0O600menus H.B.Tumodeera-PecoBckoro u B.A.Makkprocuka.

5. Tumbl TeHHBIX MyTaluii. MyTanuu TpaHCKPUTIIIUN U MYTallUH TPAHCISIIUH.

6. HacrmencTtBenHnple OOJ€3HM C HApYIICHHEM B CHCTEME MEMOpPaHHOTO TpPaHCIOPTA.
MykoBucH103 (3THONOTHS, TATOTeHe3, KIMHUYeCKHe (OpMBI, METOIbl JTUATHOCTHKH,
JiedyeHne, NpopUIaKTHKA).

7. lenn wm 3agaud MeIMKO-TEHETHYECKOro KOHCYIbTHpoBaHusA. CoaepikaHue padOoThI
MEINKO-TEHETHUECKON KOHCYIbTAILIUH.

8. CHHIIPOMBI, TMPOSBIISIONINECS XPOMOCOMHON HECTAOMIILHOCTBIO (aHeMuss (DaHKOHH,
aTakcHsl TeJIeaHTUIKTa3us, CHHApoM bitoma, cunnpomsl Bepuepa, Hulimerena, Pobeptca).

9. XpoMOCOMHBIE 00JIe3HH, OOYCIOBIEHHBIE CTPYKTYPHBIMH MYTALUSIMH XPOMOCOM.
YactuyHble MOHO- U TPUCOMUM.




10.'eneTndeckas reTepOreHHOCTh HACIEACTBeHHBIX Oone3Heil. [Ipenckazanne ¢peHOMeHa
C.H.laBunenkoBbiM. CriocoObl 10Ka3aTeabCTBA FeHETUYECKOM rereporeHHocTU. Kimmnnueckue
MIPUMEPBHI.

11.Meroasl pazgenenus  ¢parmentoB JIHK. Omektpodope3 B araposHeiXx H
MOJIMAKPUIIAMUIHBIX TEIsX.

12.bone3nn oOMeHa KJIETOYHBIX opraHel. Jluzocomubele Ooyie3HH (3THOJIOTHS,
naToreHes, Kjaaccuukarys, KIMHAKA, TUATHOCTHUKA).

13. IlpyHUMI U TPUMEHEHHE MOJUMEPAZHON LIETTHON pEeaKIIUH.

14.MeToapl MPEHATAIBHON AMArHOCTUKU. XOPHOH- MU IUIALIEHTOLEHTE3, aMHHOLIEHTES,
KOpAOLIEHTE3, MOKA3aHMsI 111 IPOBEICHNS] MHBA3UBHOM NIPEHATAIBHON JUArHOCTUKH.

15. OCHOBHBIE MOAXO/IBI K JICYCHHUIO HACJICICTBEHHBIX 3a00ICBaHMN (CHMIITOMATHYECKOE,
MaTOTEHETHYECKOE, STUOJIOTUYECKOE).

16. bone3nn oOMeHa KIJIETOYHBIX OpraHe/ul. MUTOXOHApPUATBHBIE O0OJIE3HU (ITHOJIOTHS,
MaToreHes3, KJIMHUKA, TUarHOCTHKA).

17. JIuzocomMHBIC OOJIC3HU HAKOTUICHUS (ITHOJIOTHS, TIATOT€HE3, KIIMHUKA, THATHOCTHKA)

18. IIpunnunsl cekBenupoBanus JTHK.

19. Yucnoble HapyHieHUs: XxpoMocoM. [lonsTre Mo3annusma.

20. 3axon Xapau-Baitnbepra. Anropurmuueckas popmymna. OCHOBHBIE CIIEICTBHUS 3aKOHA
Xapau-BaiinGepra.

21. [lpyHIMIBI  TUATHOCTHKH HACJIEACTBEHHBIX Oose3Hell oOmeHa. HeonaranbHbI
CKpPUHUHT.

22.Knaccudbukanus wu ob0mas QeHoTUnudeckas XapakTepHUCTUKA XPOMOCOMHBIX
0one3neit. [TomynsmoHHas 9acTOTa M OCHOBHBIE TPYIIITBI PUCKA XPOMOCOMHOM MATOJIOTHH.

23. Pazamep renoma yenoBeka. Pu3nuecKue U TeHETUYECKUE MEPhI pa3MEPHOCTU FeHOMa.

24.Tlogxonel k JIHK-amarHocTuke HaciieCTBEHHBIX OOJIe3HEH: MpsiMas M KOCBEHHAs
JMArHOCTHKA.

25. CeneKTUBHBIN CKPUHUHT Ha HACJIECTBEHHbIE O0JI€3HN OOMEHa.

26. MynbpTuakTopranbHbie 3a00JI€BaHUs: TOKA3aTEIbCTBA POJIU F'€HETHUYECKHUX (PaKTOPOB
B pa3Butuu MO3.

27.DKcHaHcHs Yuclia TpUHYKIeoTUAHbIX moBTopoB JIHK u 3aboneBanusi, cBsi3aHHBIE C
3TUM (peHOMEeHOM - Oonie3Hb Kennenu, xopest [ eHTHHTTOHA, OKYJI0-(papuHTHaTbHAS MBIIICYHAS
aucTpodus.

28. buoxumuueckuii TpeHaTalbHas JWAarHOCTHKA C WCIOJb30BAaHUEM CBHIBOPOTOUYHBIX
MapKepoB MEPBOTO U BTOPOTo TpuMecTpa bepemeHHocTH. [Iporpammsl pacueTa pucka.

29. CTpyKTypa reHa. DK30Hbl, UHTPOHBI, PETYIATOPHbIE 007aCTH, CIIEICEepHI.

30. HacnencrBennsie Oone3HH, OOYCIIOBICHHBIE HapylIeHHEM OOMEHa COeIMHUTETHHON
TKaHHU.

31.Pyrunnas u nuddepennmanpaas okpacka xpoMocoM. Metonbl auddepeHnnaibHoro
okpammBaHus. [luToreHernyeckas HoMmeHKIaTypa. CuctemMa CHMBOJIOB 00O3HauYeHUS
KapuoTHIIA.

32. O01re 3aKOHOMEPHOCTH THOJIOTUH U TTATOT€HE3a TeHHBIX OO0JIE3HEH.

33. Tumbl CTPYKTYPHBIX XPOMOCOMHBIX MyTalluid. Jlenenuu, NyrinKanuu, TpaHCIOKaIuu,
WHBEPCUM, WHCEPIIMH, KOJBIEBbIE U JUIICHTPUYECKUE XPOMOCOMBI, H30XPOMOCOMBI |
MapKepHbIE XpOMOCOMBI. [Iprmepsl.

34.00mas XapakTEepUCTHKa OOJIe3HEH aMHHOKHCIOTHOTO oOMeHa. MDEeHUIKETOHYpHUS
(medext reHa, MeTaboONMUYECKHE HAPYIICHUS, KIMHUYECKAas KapTHUHA, JUArHOCTUKA, JICUCHUE,
npouIaKTHKA).

35. MUKpoOIeICIMOHHBIE U MUKPOIYITMKAITMOHHBIE XPOMOCOMHBIE CUHIpOMBI. KilnHKKa
u atuosioruss cuHapomoB Jlanrepa-I'mnmeona, Bunemana-bexsuta, Ilpaaepa-Buinu,
DHrenbMaHa u Bunbsamca.

36. MeTo/IbI MOATBEPKIAIOIICH THarHOCTHUKY HACIEACTBEHHBIX 00JIe3HEl oOMeHa.



37.I'eneanornueckuit Mmeroa. COOp M reHEeTUYECKUN aHAU3 POJOCIOBHBIX. Bo3MoOKHBIE
TPYAHOCTH IIpU cOOpe aHaMHE3a U COCTaBJIEHUE POJIOCIOBHOM.

38.Ilogxonpr xk JIHK-gmarHocTHKEe HACIEICTBEHHBIX OOJE3HEW: MpsiMas W KOCBEHHAs
JUAarHOCTHKA.

39. IlpocenBaroniye mporpamMmebl, eI U 3a]1a4d, TPEOOBaHHS K METOJ1aM, HCIIOJIb3YEMbIM
B IIPOrpaMMax CKPHHHHTA.

40. Yucnossle HapylIeHHus XpoMocoM. 1IonsaTue mo3annusma.

41. llennakus. DTHOJIOTUSA, IATOr€HE3, TUArHOCTHKA, JICYCHHUE.

42. CTpyKTypa W OpraHu3alis MEIUKO-T€HETHYeCKOW ciy:kObl B Poccum, IpuUHLUIIBI
B3aMMOOTHOLIEHUH €€ NOoJpa3esIeH!H, UX KOHKPETHbIE (PYHKLIUH.

43. Knaccupukanuss u  oOmas (QeHOTHNHUYECKas XapaKTEPUCTHKAa XPOMOCOMHBIX
Oonesnell. [TonynsaunoHHas 4acToTa U OCHOBHBIE IPYIIIBI PUCKA XPOMOCOMHOI NaTOJIOIHH.

44. [lpumeHenue COBPEMEHHBIX METO/IOB (aCGH) npu UCCIIEIOBAaHUU
HenuddepeHnpOBaHHON YMCTBEHHOM OTCTaIOCTH.

45. OTHOPOAUTENBCKASL AUCOMHUS XPOMOCOM (KaKU€ THUIIbI OJHOPOAMUTEIbCKUX TUCOMHUN
CYIIECTBYIOT? KakKhe MEXaHM3Mbl (DOPMUPOBAHUS OJHOPOIUTENBCKOM AUCOMHUU? K KaKUM
reHeTHIecKuM 3¢ dexraMm npuBOIAT OTHOPOAUTENLCKUE TUCOMUN?)

46.ITpumepbl  10Ka3aTeNbCTBA POJIM TIEHETHUYECKMX UM CpPelOBBIX (aKkTOPOB B
IIPOUCXOKACHNUU 00JIE3HEH ¢ HACIIEICTBEHHBIM IIPEIPACIIONOKEHHEM.

47.Ilepeuncaure  MOJEKYJISPHO-TEHETUYECKHE  METOAbl M3y4deHUs Oone3Hed ¢
HACJICICTBEHHBIM IIPEIPACIIONO0KECHUEM.

48.1lenp ¥ 3amayM  MEOUKO-TEHETHMYECKOro KOHCynbTHpoBaHus. [lokazanmsa i
HaIpaBJIEHUsI CEMENHOMN Napbl B MEIUKO-TEHETUYECKYIO KOHCYJIbTALIUIO

49.ITpopmiakTuka HacIEeICTBEHHONH MAaToJoruu (NpeHaTajdbHbIN, IOCTHATaIbHBIN
YpOBeHb IPO(MUIAKTUKN HACIIEJICTBEHHBIX 00JI€3HEH, MPeUMIJIaHTAlIMOHHAS IMarHOCTUKA).

50.PaHHee  JledeHHME  HOBOPOXKJIEHHOTO €  (DEHWIKETOHYpUEH,  BPOXKICHHBIM
TUIOTUPEO30M, FaTaKTO3eMHUEH, aApEHOTeHUTAIIbHBIM CUHIPOMOM.

51. 3¢(heKTUBHOCTh MPOrpaMM MAacCOBOTO CKPUHHMHIA B CUCTEME MNPO(UIAKTHKH
HAaCJIEICTBEHHBIX 3a00JICBaHUM.

IIpakTuyeckue 3a1aHusA:
1) monyunth MHGOPMAIIUIO O OOJBHBIX M 3M0POBBIX WIECHAX CEMbH HAa OCHOBAHUH JHMYHOTO
OCMOTpa WM UMEIONIMXCS MEIUIIMHCKUX JIOKYMEHTOB, HAJIMYUS XapaKTePHBIX Kaliod
oOcienyemMbIX, YTOYHEHHS OCOOEHHOCTEW aHATOMHUYECKOTO, AaHTEHATAIbHOTO, pPaHHEro
HEOHATAJIBLHOTO, TOCTHATAIBHOTO TIEPHOJIOB;
2) rpaduuecKu U300pa3uTh U MIPOAHATU3UPOBATH POJOCIOBHYIO;
3) mpoBecTH OOBEKTHBHOEC HCCICIOBaHUE IMpoOaHaa 1O OpraHaM H CHUCTEMaM, OCMOTP
poIuTeNel U APYTUX POJICTBEHHUKOB;
4) HampaBUTh Ha OHOXHMMHYECKOE, IHUTOTCHETHYECKOE, YIbTPA3BYKOBOE, MOJIEKYIIIPHO-
TeHETUYECKOE U JIp. CTICIIHANIbHBIE UCCIICIOBAHMS;
5) nposectu nudHepeHInanTbHy0 IMarHOCTHKY, YCTAHOBUTH MTPEIBAPUTEIbHBIN JHATHO3,
6) 000CHOBaTh TaKTUKY JICYCHHsT OOJBHOIO C HACJICJACTBCHHBIM 3a00JICBAHUEM; OLCHHUTH
3¢ PEeKTUBHOCTH TEpaInu;
7) IPUMEHHTH aJICKBATHBIC METOJIbI pacueTa MOBTOPHOTO TeHETUUECKOTO PHCKa,
8) oreHUTh  pe3ynbTaThl  Ja0OPATOPHBIX WM CIEHUHANBHBIX  METOJOB  JMAarHOCTHKH
(Mopdonmorndeckux, OMOXMMHYECKHUX, [IATOT€HETUIECKIX, MMMYHOT€HETHIECKIX );
9) OICHUTP JaHHBIC MPEHATATBHON UATHOCTHKH;
10) yTOYHHTH KIMHUYECKUN JMArHO3 C KCIOJIb30BAaHUEM CIICIIHAIBHBIX TEHETHYCCKHX
METOOB (COCTaBJIECHUE POIOCIIOBHOM, MOJICKYJISIPHO-TEHETUUECKOe 00CIeJoBaHuE U Jp.).
11) onpeneauTh MPOTHO3 PAa3BUTHS 3a00JCBAHUS WM €r0 OCIOKHEHHH, OOBSICHUTH CEMbE
CMBICII TEHETHYECKOTO PHCKA.

5



12) wuHTEpHpeTUpPOBATH pe3yabTaThl MOJIEKYJISIPHO-T€HETUYECKOMN JUArHOCTUKHU
HacJIeICTBEHHBIX 00JIe3HEH

Ilepeyens TeM pedeparTos

Benenue 6epeMeHHOCTH JKEHIIMH ¢ cuHApoMoM Mapdana.

Opranu3anys MeIMKO-TeHETHIECKO# Ciryk0b1 B Poccuiickoit deneparuu.

Marepunckas (heHHUIKETOHYpHSI.

Peabunuranus nereit ¢ peHUIKETOHYpHUEH.

DTHOJIOTUS U IMATOT€HE3 MOHOTI'CHHEIX 00JIe3HEH.

CHUHAPOMBI, TIPOSIBJISAIONIMECS XPOMOCOMHOM HeCTaOMIbHOCThIO (aHemusi DaHKOHH,
aTakcus TeJleaHTuIKTa3us1, cuHaApoM bitoma, cunnpomsl Bepuepa, Hulimerena, Pobeprca).

7. lemu w 3agaud MEIUKO-TEHETHYECKOTO KOHCYIbTHpoBaHUsA. CopaepkaHue palOOThI
MEJUKO-TEHETUYECKON KOHCYIIbTAIUH.

8. HacneacrBennble O0ONE3HM C HapylIEHHEM B CHCTeME MEMOPAaHHOTrO TpaHCIOpTa.
MykoBucun103 (3THOJIOTHS, TATOTE€HE3, KIMHUYECKHE (OpPMBbI, METOIbl JAHArHOCTUKH,
JeYeHue, Mpo(UIaKTHKA).

9. bone3nu oOMeHa KIETOYHBIX opraHeirl. JIm3ocomHBIe 0OJIe3HH (ITHOJIOTHS, MATOTCHE3,
KJIaccu(puKanusi, KIMHUKA, TUarHOCTHKA).

10. 3HavyeHHe MEIMIIMHCKONW TE€HETUKHM I OOIIel maToyioruu 4YenoBeka. Kiaccuduxarus
Oosie3Hel yenoBeka (reHeTUYECKHUE acCTIeKThI).

ocoukrwhE



