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@0H/I OLEHOYHBIX CPEJICTB OOCYXKIEH ¥ 0100peH Ha 3acelaHul Y 4eOHO-METOAMYECKOrO
coreta. [Ipotokon Ne 2 ot «22» mas 2023 rona.
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Cexperaps ¥Y4ebHO-METOIMYECKOTO COBETA e // e ALE. TymamoBa

OcHoBHasg npodeccuonasbHas o0pazoBaresibHas IporpaMMa BBICIIErO 00pa3oBaHHsA —
mporpaMMa opAuHATYPH 1o cnenmansHocTH 31.08.06 Jlabopatopuas reneruxa o0CyX/JIeHa H
omoOpeHa Ha 3acelaniH YdeHoro coseta (rpotokol Ne 6 ot «30» wmas 2023 roza).




1. HACHOPT ®OHJIA OHEHOYHBIX CPEJICTB
11O IMPOU3BOJACTBEHHOU (KIIMHUYECKOMHN) IPAKTUKE

Paznen yueOHoit KonTposmpyema | Bugpl kKoHTpOIIsS 1 OueHouHbIE CpeicTBa

JUCIUILTAHBI sl KOMIIETEHIUS |aTTeCTalluu

OOyuarommii I1K-10 Texyiuit KOHTPOJIB; Yexk-nucr

CUMYJISIITUOHHBIN

Kypc MIPOMEKYTOUHAS JIHEeBHUK TIPAKTHKU
aTTecranus

[TpousBoacteennas |I1K-1; ITIK-2; Tekyuii KOHTPOJIb; KonTpoJsibHbIE BOIPOCH

(KTuHUYECKas ) [1K-3; [IK-4; [IpakTrueckue 3agaHus

MPaKTHKa B [1K-5; TIK-6; MIPOMEKYTOUHAS Pedepar

naboparopun ITK-7; TIK-8; aTTecTalus JIHEBHUK IIPaKTUKH

(murorenernueckas, |I1K-9; ITIK-10

OHMoOXUMHUYECKasl,

MOJIEKYJISIPHO-

reHeTHUYeCKas

JMarHOCTHKA) U B

MI'K

[IpousBoacteennas |I1K-1; I[TIK-2; Texymuii KOHTPOJIb; KonTposibHbIE BOIPOCHI

(kMHUYeCKas) [1K-3; T1K-4; [IpakTrueckue 3ananus

MPAaKTUKA B [1K-5; TTIK-6; IIPOMEKYTOYHAs Pedepar

naboparopun ITK-7; TIK-9; aTTecTalus JIHEBHUK IIPaKTUKH

(;mabopatopHas I1K-10

JTMArHOCTHUKA

HacJIeACTBEHHON

MIpeIpacroIoKEeHHOC

TH K

MyJIbTU(AKTOPHATIBH

bIM 3200JIEBaHUSIM)

[IpousBonctBennas [I1K-1; I1K-5; Texymui KOHTPOJIb; KoHTponbHBIE BOITPOCHI

(KTUHUYECKas ) [1K-6; I1IK-7; [IpakTrueckue 3aganus

MpaKTHKa B IK-9; TIK-10  |mpomMexyTodHast Pedepar

naboparopuu aTTecranus JIHEeBHUK TIPAKTHKU

[IUTOTCHETHKHU

2. OHEHOYHBIE CPEJACTBA

1.TlepeueHb KOHTPOJIBHBIX BOMPOCOB ISl MPOBEACHUS cOOECeOBAHMUS
2.IlepeueHb NPaKTUYECKUX 3a/1aHUN
3.Ilepeuens Tem pedeparon

KoHTpoJibHBIEe BONIPOCHI 1JIs1 IPOBeAeHNs coOece10BAHNUS

1. 3HaveHHWEe MEIUIIMHCKOW TeHeTHKHU JUIsl oOIiei maronoruu uenoBeka. Kmaccuduxarms
OoJie3Hel yenoBeka (TeHETHIECKUE aCTIeKThI ).

2. Monorennsie 6osie3nu. Yactorel B momynsiusax. [IpuMepsl mo Tumy HaciaeIoBaHUS U
JIOKaJM3allii MyTaHTHOTO T'eHA.

3. Pa3mep reHoma yenoBeka. @u3ndYeCcKUe ¥ TEHETHYECKUE MEPHI pa3MEPHOCTH T€HOMA.
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DeHOMEHOIIOTUS TIPOSIBIICHHS TEHOB U MIPUHIIMITBI KITMHIUYECKOW reHeTHKU. O000eHus
H.B.Tumodeera-Pecorckoro u B.A.Makkbiocuka.

Tunel reHHbIX MyTauui. MyTanuy TpaHCKPUIILIMY U MyTaluy TPAHCIIALMH.
Hacnencrennsie 0oe3HM € HapylnieHHEM B CHCTEME MEMOPAaHHOIrO TpaHCHOpTa.
MykoBucu103 (3THOJOTHS, TTAaTOTeHe3, KIMHUYECKHE (POPMBI, METObI JAUArHOCTUKH,
JeYeHue, MpohUIaKTHKA).

Lemn w 3agaum MEIMKO-TEHETHYECKOro KOHCynbTupoBaHus. CojepikaHue pabOThI
MEIMKO-TEHETHUECKON KOHCYIbTAIIUU.

CHUHAPOMBI, TMPOSIBISIONIMECS XPOMOCOMHON HecTabmibHOCThIO (aHemusi daHkoHWH,
aTakCusi TeJeaHrudKTazus, cuHiapoM biroma, cunapomsl Bepuepa, Huiimerena,
PoGeptca).

XpoMocoMHbIe 00j1€3HU, OOYCIIOBICHHBIE CTPYKTYPHBIMH MYTalUSAMU XPOMOCOM.
YacTtryHble MOHO- U TPUCOMUM.

I'eneTnyeckasi reTepOreHHOCTh HAcJeNCTBEHHBbIX OonesHeil. [Ipenckazanue penomena
C.H.JaBunenkoBeiM. CrocoObl J0Ka3aTeIbCTBA TEHETHYECKOM T'e€TEepPOreHHOCTH.
Knunuveckue npumepsl.

Metonbl  pasznmenenust  ¢parmentoB  JHK. Dnextpodopes B  arapo3Helx u
MOJINAKPUITAMHTHBIX TeTIsX.

bonesnn obmena kieTouHbIx opranesi. JIluzocomusie 00J1e3HU (ITHOJIOTHS, TATOTCHES,
KiaccupuKanus, KIMHUKA, THarHOCTHKA).

[IpuHIMI M TpUMEHEHNE OJIMMEPA3HON LEITHON PEAKLUN.

MeToapl MpeHAaTaTbHOW IUArHOCTHKH. XOPHOH- U IUIALIEHTOIIEHTE3, aMHHUOIICHTE3,
KOPJIOLIEHTE3, OKa3aHMsl JUIsl IPOBEICHUS] MHBA3UBHOM IIPEHATaIbHON JUArHOCTUKH.
OcCHOBHBIE MMOAXO/bI K JEYEHHUIO HACJEICTBEHHBIX 3a00JIeBaHUM (CHMOTOMAaTHYECKOe,
MaTOr€HETHYECKOE, ITHOJIOTHUECKOE).

bosesHn oOMeHa KJIETOUHBIX OpraHesa. MUTOXOHApUAIbHBIE 00JE€3HH (ITHOIOIHS,
MaToreHes3, KJIMHUKA, TUarHOCTHKA).

JIn3ocoMHbIe O0JIE3HU HAKOTIJICHUS (3THOJIOTHS, ATOreHe3, KIMHUKA, IUarHOCTHUKA)
[Ipunnune! cexksenuposanus JJTHK.

UYucnossle HapyleHus xpomocoM. [IoHsaTne Mo3annusma.

3axon Xapau-BaitnOepra. Anropurmuueckas popmyna. OCHOBHBIE CIEACTBHUS 3aKOHA
Xapau-Baiin6epra.

[IpuHUMIBI TUAaTHOCTUKUA HACJEACTBEHHBIX Ooje3Heid obOmeHa. HeonaTanbHBIM
CKPUHUHT.

Knaccudukanms u obmast eHOTUITHYECKass XapaKTEPUCTHKAa XPOMOCOMHBIX OO0JIe3HEH.
[TonynsuuoHHas YacToTa U OCHOBHBIE TPYIIIBI PUCKA XPOMOCOMHOM NaTOJIOTHH.
Pa3mep renoma uenoBeka. Puznueckre U TeHETUYECKHE MEPhl PA3MEPHOCTH T€HOMA.
IMonxomsr x JIHK-amarsnoctuke HacneiACTBEHHBIX OoJie3HEll: mpsiMas MU KOCBEHHas
JMarHOCTHKA.

CeneKTUBHBIM CKPUHUHT Ha HACJIECTBEHHBIE O0JIE3HN OOMEHa.
MynpTudakropuanbHble 3a00JI€BaHUS: 10Ka3aTEIbCTBA POJIM T€HETHUECKUX (DaKTOPOB
B pa3zButun MO3.

DkcnaHcus yuciaa TpUHyKIeoTuaHbIX 1noBTopoB JIHK u 3a0oneBanusi, cBs3aHHbBIE C
5TUM (eHoMeHOM - Oone3Hb KenHenu, xopes ['eHTHHITOHa, OKYJIO-(hapuHTHaIbHAS
MBIIIEUHAS TUCTPOPUSI.

buoxumuueckuii IpeHarajgbHas [AWAarHOCTUKA C MCIOJIb30BAaHUEM CBHIBOPOTOUYHBIX
MapKepoB MEPBOrO U BTOPOro TpuMmecTpa 6epemeHHocTH. [Iporpammsl pacueTa pucka.
CrpykTypa reHa. DK30Hbl, HHTPOHBI, PEryJISTOPHbIEC 00JIACTH, CIIEHCEPHI.
HacnencTBennbie 0oiie3HH, OOYCIOBJICHHBIC HApYIICHHEM OOMEHA COSTUHUTEIHHOMN
TKaHH.



31. Pyrunnas u nuddepeHnunanbHas okpacka XpoMocoM. Metoasl nuddepeHInaaIbHOro
okpamuBanus. Llutorenernueckas HoMmeHkiarypa. CucremMa CHMMBOJIOB O0O3HAa4YeHUs
KapuOTHIIA.

32. O01me 3aKOHOMEPHOCTH 3THOJIOIMU U NTATOreHEe3a T'eHHBIX 00JIe3HEeH.

33. Tumbl CTPYKTYypHBIX XPOMOCOMHBIX MyTanuil. Jlenenuu, AymuiMKaluu, TPaHCIOKAlUH,
WHBEPCUM, UHCEPLHHU, KOJBLEBbIE U AULEHTPUYECKHE XPOMOCOMBI, H30XPOMOCOMBI U
MapKepHbIE XPOMOCOMBI. [Ipumepsl.

34. O0mas xapakrepucTuka OoJie3HEH aMHUHOKHMCIOTHOro oOMeHa. MeHWIKeTOHypus
(medexT reHa, MeTabOIMUYECKUE HAPYIICHUS, KIMHMYECKas KapTHHA, JUArHOCTHKA,
JeYeHue, MpohUIaKTHKA).

35. MUKpOAENEeMOHHbBIE U MUKPOIYIIJIMKALMOHHBIE XPOMOCOMHBIE CUHIpOMBI. KinHuka u
aThoJoTUs  cuHIpoMoB Jlanrepa-I'maeona, Bunemana-beksuta, Ilpanepa-Buim,
OHrenbMmaHa u Bunbsamca.

36. MeTozb! MOATBEP)KIAIOIIEH TMarHOCTUKY HacleICTBEHHbIX O0sIe3Hel oOMeHa.

37. I'eneanornyecknii Meton. COOp M TeHETUYECKUH aHAJIN3 POJOCIOBHBIX. BO3MOXKHBIE
TPYAHOCTH IIpU cOOpe aHaMHE3a M COCTABJIEHUE POJIOCIOBHOIA.

38. Ilogxoasl k JIHK-gmarnoctuke HacineACTBEHHBIX OOJIe3HEW: MpsiMas UM KOCBEHHas
JUAarHOCTHKA.

39. IIpoceuBaromue mporpaMMsbl, LEIH U 3a/1a4u, TpeOOBaHUS K METOJaM, UCIOJIb3yEMbIM
B IIPOrpaMMax CKpUHHHTA.

40. Yucnosble HapyneHus xpoMocoM. [lonaTre Mmo3annusma.

41. llennakust. DTHONOI UL, TATOTEHES, IUAarHOCTUKA, JICUCHHUE.

42. CTpyKTypa W OpTraHu3alus MEIUKO-TEHETHYECKOH CIy:kObl B Poccuu, TpUHIMIIEI
B3aMMOOTHOUICHUH ee MOoJpa3iesIeH!, UX KOHKPETHbIE (GYHKLIUH.

43. Knaccudukanus u oomasi GeHOTUITHYECKass XapaKTEPUCTHUKA XPOMOCOMHBIX OO0JIE3HEH.
[TonynsanuoHHas 4acToTa U OCHOBHBIE IPYIIIBI PUCKA XPOMOCOMHOM NTATOJIOTHH.

44. IlpumMeHeHHe COBPEMEHHBIX METO/I0B (aCGH) pu HCCIIE0BAHUHT
HenuddepeHInpOBaHHON YMCTBEHHOM OTCTAIOCTH.

45. OTHOPOJUTENbCKAST TUCOMHUS XPOMOCOM (Kakue€ THIBI OJHOPOIUTENBCKUX IUCOMUMN
CYIIECTBYIOT? KaKHe€ MeXaHU3Mbl (DOpPMUPOBAHUS OJHOPOAUTENBCKOM TUCOMHUHM? K
KaKUM reHeTH4eCcKUM 3(dexTam NpUBOAIT OJHOPOAUTEILCKUE AUCOMUU?)

46. Tlpumepsl  J0Ka3aTesNbCTBA POJIM TEHETUYECKMX M CPeloBBIX  (DaKTOpOB B
MIPOUCXOXACHUN 00JIe3HEN C HACIeICTBEHHBIM MTPEAPACIIONOKEHUEM.

47. TlepeuncnuTe  MOJIEKYJISIPHO-TEHETHMUECKHE  METOJbl  M3y4yeHus  OojesHed ¢
HACJIEICTBEHHBIM MIPEIPACTIONOKEHHEM.

48. llenp W 3aauu  MEIMKO-TEHETUYECKOTO KOHCynpTUpoBaHusA. Ilokasanus s
HaIpaBJIEHUs] CEMEMHON Napbl B MEIUKO-TEHETUYECKYIO KOHCYIJIbTAIIUIO

49. TIpodunakTuka HacIEICTBEHHOHN NMaTONOTUHU (IpeHATaIbHbIH, TOCTHATAIBHBIA YPOBEHb
Mpo(UTAKTUKY HACIIEICTBEHHBIX O0JIe3HEH, MperMIIaHTallHOHHAs IMaTHOCTUKA).

50. PanHee jeueHre HOBOPOXKACHHOTO ¢ (PEHUIIKETOHYPUEH, BPOXKACHHBIM THIIOTUPEO3OM,
rajlakTo3eMueH, alpeHOreHUTAIbHBIM CHHIPOMOM.

51. DPPeKTUBHOCTh NPOrPaMM MAaCCOBOIO CKPMHHHIa B CHCTEME NPOQHIAKTUKA
HaCJIEICTBEHHBIX 3a00JIeBaHUI.

HpaKTuqecmle 3aJaHuA:

1)

2)
3)

4)

MHTEPIPETUPOBATH pe3yJIbTaThl MOJIEKYJIIPHO-T€HETUYECKOM JUarHOCTUKU
HaCJIEICTBEHHBIX 0OJIe3HEN

OLICHUTH JAaHHBIC HpeHaTaﬂBHOﬁ AUArHOCTUKHN

OIICHUTh  PE3yJbTaThl  JJAOOPATOPHBIX W  CHCIHAIBHBIX  METOJOB  JHArHOCTHKH
(Mopdomorndeckux, OMOXMMHUECKUX, [IMTOT€HETUIECKIX, MMMYHOT€HETUIECKHIX )
MIPUMEHHTD aJICKBATHBIC METOJIbI pacyeTa MOBTOPHOT'O TEHETHYECKOTO PHUCKa



5) yTOYHHUTH KJIMHUYECCKHUI JUATHO3 C UCIIOIh30BAHUEM CIICIUAIBHBIX TEHETHUECKUX METO/I0B
(cocTaBieHHe POJOCIOBHON, MOJIEKYIIPHO-TEHETUYECKOE 00CIe0BaHUE U JIP.)

6) HanpaBuUTh Ha OHOXMMHUYECKOE, IIMTOTCHETUYECKOE, YJIBTPa3BYKOBOE, MOJIEKYJISPHO-
TeHETUYECKOE U Jp. CIeHANIbHBIC UCCIIEIOBAHMS

7) mpoBecTH (P HEpEeHIMATBHYIO THaTHOCTUKY, YCTAHOBHUTD IPEABAPUTEIbHBIN UArHO3

8) mnonyuuth UHMOpPMAILKIO O OONBHBIX M 3JOPOBBIX WICHAX CEMbH HAa OCHOBAHHU JIMYHOTO
OCMOTpa WJIH UMEIONIUXCS MEAUIIMHCKUX JOKYMEHTOB, HAIMYHUS XapaKTEPHBIX KAI00
o0cienyemMblX, YTOYHEHHUS OCOOCHHOCTEHl aHAaTOMHYECKOTO, aHTEHATaJbHOTO, PaHHEro
HEOHATAJIBLHOTO, TOCTHATAHHOTO MIEPHOJIOB;

9) rpaduyecku U300pa3UTh U MPOAHATUZUPOBATH POJIOCIOBHYIO;

10) mpoBecT OOBEKTHBHOE HCCICIOBaHKWE MpoOaHaa MO OpraHaM M CHCTEMaM, OCMOTP
poIuTeNnel U APYrux poJICTBEHHUKOB;

11) o60ocHOBAaTh TAKTHKY JICUCHHS OOJBHOIO C HACIICACTBEHHBIM 3a00JICBaHHUEM; OICHHUTH
3¢ PEKTUBHOCTD TEpaIuu;

12) onpepenuth MPOTHO3 pPa3BUTHS 3a00JICBAHHS WM €r0 OCJIOKHEHHH, OOBSCHHTH CEMbEC
CMBICJI TEHETHYECKOTO PHUCKA.

Ilepeyens TeM pedeparTos

1. IlpuHUMI U TpUMEHEHHE MTOJIMMEPA3HOM LIETTHON peaKuu.

2. IlpuHIMIBI JUAarHOCTUKKM HAaclleACTBEHHBIX Oose3Hel oomeHa. [lokazaHus /Ui npoBeaeHUs
OMOXMMHUYECKOH THarHOCTHKH.

3. HeonaranbHblil CKpUHMHI. 3a0o0JieBaHMsS, BBIABISEMbIC NPHU MPOBEACHUU HEOHATAIBHOTO
CKPUHHHTA.

4. CeneKTUBHBIM CKPUHUHT Ha HACJIEICTBEHHbIE O0e3Hr oOMeHa. [Toka3aHus 11 npoBeeHus
OMOXMMHYECKOHN TUarHOCTHKH.

5. buoxumuueckuil npeHaraabHas AUAarHOCTHKA C MCIIOJIb30BAHUEM CHIBOPOTOUHBIX MapKepOB
MIEpPBOTrO U BTOPOTO TpuMecTpa bepemeHHocTuU. [Iporpammsl pacuera pucka.

6. CtpykTypa reHa. DK30Hbl, HHTPOHBI, pETyISTOPHbIE 00J1aCTH, CIIeHCEpHI.

7. Tunbl CTPYKTYpPHBIX XPOMOCOMHBIX MyTauui. Jlemenuu, IyNIMKaluuu, TpPaHCIOKaIuy,
WHBEPCUM, HWHCEPLUH, KOJBIEBBIE M JUIEHTPUYECKHE XPOMOCOMBI, HM30XPOMOCOMBI U
MapKepHbIE XpOMOCOMBI. [Ipumepsl.

8. MukpoielneuoHHble U MHKpPOAYIUIMKAI[MOHHBIE XPOMOCOMHBIE CHHIpOMBbI. KinHHKa H
strosorusi cuHapomon Jlanrepa-I'uneona, Bunemana-beksura, [Ipanepa-Bunnu, Dnrensmana
u Buinbsmca.

9. MeToabI TOATBEPKIAIOIIEH THAarHOCTUKH HACIICICTBEHHBIX O0JIe3HEeH 0OMEHa.

10. TIlIpoceuBaromue nMporpaMmsl, eI U 33Ja4d, TPeOOBaHUS K METOaM, HCIOJIb3YEMbIM B
MporpaMMax CKpHUHHHTA.



