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1. CocraB paGoueii rpynmbi
N0 pa3pabOTKe JIONOJHUTENBHONH NPOPECCHOHANBHON NpPOrpaMMbl TIOBBIIEHHS [0 TEMe
«IIpeHaranbHas JMATHOCTHKA XPOMOCOMHBIX OOJIE3HEH», CHENMATBHOCTH —(«1aGopaTopHas
TEHETHKA)

Ne DaMumHA, UM, Vuenas crenens, JomkHoCTh Mecro pabotsr
/1. OTYECTBO YUEHOe 3BaHHe
1. Xapuenko T.B. K.6.1. 3aB.kadenpoi C3IMY um. H.H.
Me. TCHETHKH MC‘IHHKOBEI
2. [Merpynuuer A.FO. JIM.H., gou. JouenT kad. men. C3IMYV um. H.H.
TeHETHKH MeunHKOBa
3. Kapnos K.II, K.M.H. H.0O. I'naBHOTO CII6 TKY3 MTI'L]
Bpaua 'KMI'T]
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2. O0mue moJIoKeHus

2.1. lononuuTenbHas mpodecCHOHAIBHAS POTPAMMa OBBIIEHUS KBATH(PUKALMH [I0 TEME
«IlpeHaTanbHas JIMarHOCTHKA XPOMOCOMHBIX GonesHeil» (matee — [Iporpamma), cnemMaIbLHOCTH
«JIaboparopuas reHeTHKay» npeAcTaBiseT coboi COBOKYMHOCTH TpeGOBAHMH, 06S3aTebHBIX IIpH ee
pean3anuy B paMKax CUCTEMEI 00pa30BaHus.

2.2. Hanpasnennocts IIporpaMMmbl - NpakTHKO-OPHEHTHPOBAHHAS H 3aKIIOYAETCS B
YIOBJIETBOPEHHH HOTPeOHOCTEH NPO(ECCHOHATBHOTO pA3BUTHS MENMIMHCKUX PabOTHHKOB,
00CCIICUCHHN COOTBETCTBHS ero KBaNU(BHUKAIMH MEHSIOMMMCS YCIOBHSAM INPO(ECCHOHATBHOMN
JIeSATEILHOCTH U COIIMAIIBHOM CpeJIbl.

2.3. Hens IIporpaMmel - COBEpIICHCTBOBAHHE MMEIOIIHXCS KOMIIETEHIHH, IIPHOGPETEHHE
HOBBIX KOMIIETCHIHH /ISl IOBBINICHHS TNPOGECCHOHATHLHOTO YPOBHA B paMKaxX MMeIoImeHcs
KBaJld(hUKAIHH.

2.4. 3agaum [IporpaMmsr:

- OOHOBJIEHHE CYMIECTBYIONIMX TEOPETHYECKAX M OCBOGHHE HOBBIX 3HAHMI, METOIMK M
H3YYCHHE IIepPe/IOBOr0 MPaKTHYECKOr0 OMNBITa II0 BOIPOCAM NpPEHATaIbHOM JUAarHOCTHKH
BPOXICHHOH U HACJIEICTBEHHOM aTOJIOIHH;

- YCBOCHHE H 3aKPCIUIEHHE Ha IMPaKTHKE NMPO(eCCHOHATbHBIX 3HAHUM, YMEHHH M HABLIKOB,
ofecreunBarOIMX COBEPIIEHCTBOBAHKHE MPO(ECCHOHANLHBIX KOMIETEHIMH II0 BOIpOcaM 10
BOIpOCaM IMpeHATAIBHOM JIHarHOCTHKYA BPOXKICHHON M HACIEICTBEHHOM MMaTOJIOTHH

3. XapakTepHCTHKA NPOrpaMMBbI

3.1. Tpynoemkocts ocBoenusi [Iporpammel cocraBiser 36 aKaJeMHYECKHX YacoB
(1 akagemuyeckuit yac paBeH 45 Mun).

3.2. Ilporpamma peammusyercss B 09HOM (popme oOyvenuss Ha Oaze ®BI'OY BO C3IMVY
uM. .M. MeuynukoBa Mun3zapasa Poccun.

K ocpoenuto IIporpamMmsel [gomyckaeTcsi CHEAYHOIIHH KOHTHHIEHT (CHEeIMaJbHOCTH):
«nabopaTopHas TeHETHKa

33. Jna QopMmupoBanus npodecCHOHAIbHBIX yMEHHH M HaBbIKOB B IIporpamme
npeaycMaTpuBaercs o0ydaromuil cuMyasiuonnbi kype (nanee — OCK).

3.4. Copepxanue [IporpaMMBI TMOCTPOSHO B COOTBETCTBHH C MOMAYJIHHBIM TIPHHIHIIOM,
CTPYKTYPHBIMH €THHHUIIAMH MOJLYJIS SIBJISIFOTCS pasjiesibl. Kax el pasjien Moyms moapasiensercs
Ha TEMBI, Ka)KJ1asd TeMa — Ha JIEMEHTHI, KaXK/IbIil 2]IEMEHT — Ha IOJ3JIEMEHTHIL.

s ynoberBa nonb3oBanus IIporpaMmoii B yueOHOM Ipoliecce Kaknas €ro CTpyKTypHas
enuHuIa Konupyercs. Ha nepBoM MecTe craBUTCS KOJ paznena (Hampumep, 1), Ha BTOPOM — KO
TeMbl (Harpumep, 1.1), oanee — ko0 snemenma (nanpumep, 1.1.1), 3amem — K00 noosremenma
(nanpumep, 1.1.1.1). KoaupoBka BHOCHT ONpEIE/ICHHBIH [OPSJOK B IIEPEUYEHbL BOIPOCOB,
comepxanmxcss B IIporpamme, 4YTO, B CBOI0O OYepe/b, MO3BOJIET KOAMPOBATH KOHTPOJIBHO-
H3MepHTeNbHbIE (TECTOBBIE) MaTepHalbl B yueOHO-MeToIHueckoM obecrniedennt I IporpaMmel.

3.5. YueOHbIi nNaH omNpenenser IepeueHb, TPYAOEMKOCTh, II0C/IEI0BAaTEIbHOCTE H
pacnpejielieHie MojyJiei (pa3jenos), ycTaHaBiuBaeT (opMbl OpraHu3aluy ydyeOHOro mpouecca H
ux cootHomienue (nmexkimuu, OCK, ceMuHapcKHe M NpakTHYECKHE 3aHATHS), (POPMBI KOHTPOILI
3HAHHI U YMEHUH 00yJaromuxcs.

C yderoM 06a30BBIX 3HaHHI OOydJarOmMXCS M aKTyalbHOCTH B IIporpamMmy MoryT OBITH
BHECEHBI U3MEHEHHS B pacrpe/ielicHie Y4eOHOTO BpEeMEHH, IPEeIyCMOTPEHHOIO YYEOHBIM IJIaHOM
nporpammsl, B nipezenax 15% ot obuiero kojmyecTBa yyeOHBIX 4acoB.

3.6. B Ilporpammy BKIIOYEHBI IUTAHUPYEMble pe3yJbTaThl OOyUEHHs, B KOTOPBIX
oTpaxkaroTcsi TpeOOBaHHS NPO(ECCHOHATBHEIX CTAHAAPTOB M KBAIH(HUKALMOHHBIX TpeOOBaHHH,
YKa3aHHBIX B KBEUIH(})I/IK&IIHOHHI:IX CIIpaBO4YHHUKAX 110 COOTBCTCTBYIOIIHM  AOJIKHOCTSIM,

HpO(beCCHﬂM H CIICHHAIILHOCTAM.



3.7. Ilporpamma colepHuT TpeGOBaHHS K MTOTOBOH aTTeCTalMM 0GYYAFONIXCSA, KOTOpas
OCYIIECTBIsICTCS B ()OPME 3a4eTa M BBIABIACT TEOPETHYECKYIO M MPAKTHYECKYIO TOATOTOBKY B
COOTBETCTBHH C LE/SIMH H COIEP)KAHUEM MTPOTPAMMEL.

3.8. Opranu3aiMOHHO-IIEIArOTHYECKHE YCIOBHS pealu3aliy [[porpaMMB! BKITIOYAIOT:

a) TEMATUKy y4eOHBIX 3aHATHI U X COAEP/KaHHE JUIs COBEPIIEHCTBOBAHHS KOMITCTCHIIHIA;

0) yuebHO-MeTouUecKoe H HH(OPMAIIMOHHOE 0OECTIEUEHHE;

B) MaTepHalbHO-TEXHHYECKOE 00eCIeUEHHE;

I) KaJipoBoe obecneueHume.

4. [lnanupyembie pe3yanTaThl 00yYeHHs

4.1. TpeboBanus x kBamHpUKAIHH:

YpoBeHb Npo(eCCHOHANIBHOrO 00pa3oBaHHs — BbICIIEE 00pa30BAHHE CIENHATHTET 110
OHOH M3 cmenmanbHOCTel: «Jleuebnoe memo», «llemmarpusy «CromaTonorus», «Menuko-
npodunaktudeckoe  geno», «MemuimHckas — OuodusmMka», «MeIMIMHCKAas — OHOXHMHS»,
«MenunMHCKas KHOSPHETHKAY.

4.2. Pesymeratel oOyuenuss mo IlporpamMme HampaBieHbl Ha COBEPIICHCTBOBAHHE
KOMIIETCHIIHH, YCBOGHHBIX B paMKax IIOJydeHHOTO paHee BEICIIEr0 OOpa3oBaHHS, H B
NpHoOpeTeHHH KOMIIETCHIIMH, HeoOXOMMMBIX Ui  NpoecCHOHANBHON  JAeATENbHOCTH 110
crienuanbHOCcTH «JlaboparopHasi reHeTHKa»

4.3, XapakrepucTuKa npodeccHOHANILHBIX KOMIIETEHITHH, TOJIEKAIIHX
COBEPLIEHCTBOBAHHIO B PE3yNIbTaTe OCBOEHHMS [IporpamMMBai.

VY oOydJaromerocsi COBEPIICHCTBYIOTCS CIIEAYIONHME MPo(ecCHOHANBHEIE KOMIIETEHIIHH
(manee — I1K)

I"'oTOBHOCTE K TPOBEJIEHHIO IPEHATAIEHOMN THATHOCTHKH B TOM YHCJIE B YCIIOBHIX PaHHETO
npenaranbHoro ckpununra (PIIC) B pamkxax peanuzanuu Mepornpustaii HaimonansHoro mpoexra
"[IpenaTanpHas (0poa0OBas) AHATHOCTHKA HapyleHui passurus pedenka”. (TTK-1)

4.4. XapakTepHUCTHKa HOBBIX NPO(PECCHOHATBHBIX KOMIIETEHIIHH, IPHOOpPETaeMBIX B
pe3ynbTare ocBoeHust [IporpaMMel.

Y  obywatomerocss JOMMKHBI OBITH  CHOPMHPOBAHBI CIEAYIOIIAE MPOPECCHOHATIBHBIE
komnetreHIwn (nanee — [1K):

CIIOCOOHOCTHL M TOTOBHOCTH OCYINECTBIISTh Ja0OpaTOpPHbIE NeHETHYECKHE HCCIIEIOBaHMS:
JUIS IIPpEHaTaJbHOM JIMarHOCTHKH HacleACcTBeHHBIX 3aboneBanuii (I1TK-2)

crocoOHOCTh W TOTOBHOCTH K HHTEPIIPETAIIAN PE3YJIBTATOB I'€HETHUECKOTO AHAIM3a IIpH
IpeHaTaIFHOM THarHOCTHKE HacaeACcTBeHHBIX 3aboneBanusax (11K-3)

4.5. llepeyeHp 3HaHW © yMEHHI, OOECIEUMBAIONIMX COBEPIIEHCTBOBAHHE (M
npuodperenune) npodhecCHoOHAIBLHLIX KOMIETEHIUH.

B pesynerare ocBoenus [IporpaMmel ciryiiaTens JOIKEH:

- YCOBEPIIIEHCTBOBATE ClIe/IyIOIIHe He00X0AHMbIe 3HAHMS:

— TreHeTHYeCcKHe (DAKTOPBI ITHOJIOTHH M ITATOreHe3a XpOMOCOMHEIX O0JIe3HeH;
— - npuoOpecTH clieaylonue HeodXoMMble SHAHHUS:
— NOPHHIKIBL MacCOBOIO IPEHATAJBHOIO CKPUHMHTA C LENBI0 IPEHATAIbHOIO
BEISIBJICHHS HACJIC/ICTBEHHON M BPOM/IEHHOH I1aTOJIOTHH;
— TOKa3aHWs [UIS TIPOBEICHHUS IPEHATAIBHOrO0 J1adopaTopHOTO TIEHETHYECKOIO
o0cnenoBaHu,

- YCOBEPIICHCTBOBATE CIEAYIOMIHE HEOOX0IUMBIE YMEHHS:

— AHaJM3HpOBaTh PE3yJILTATH IPOBEJCHHBIX J1a00PAaTOPHO-TEHETHYECKHX MCCIIEIOBAHHN H

CHOCOOBI UX perucTpali. BecTn He0OX0AUMYIO YUETHO-OTYETHYIO JIOKYMEHTAITHIO.

— - npuobpecTH cleayroume HeodXoAUMbIe YMEHHS:



PaccuuTats pHUCK
XPOMOCOMHEIX OoJIe3eHi;
[IPOBEICHHE NIPEHATAILHON IIUTOT€HETHYECKOH, MOIEKYIAPHO-I[ATOI€HETHYECKOH
MOJIEKYJIIPHO-TEHETHYECKOW [UAarHOCTHKH Y JKEHIIHH, MMEIOIMX MOBHIIIEHHBIN
PUCK XPOMOCOMHBIX 3a0oneBaHMii y Oymymero pebeHka 10  pesyabTaTam
KOMOMHMPOBAaHHOTO IIPEHATAIBHOTO CKPUHMHIA | TpHMecTpa OepeMEeHHOCTH H
YIBTPa3sBYKOBOro uccienosanus Bo Il tpumectpe GepemMeHHOCTH

IIpH TIPOBEACHHH PaHHETO IIPCHATaJIbHOI0 CKpPHHHUHIA

— - OpHOOPECTH CleayIoIHe HeOOX0IMMBbIE IPAKTHYECKHE HABBIKH:

— HAalHCaHHE  3aKII0OYeHHH

HCCIeTOBaHUM

Imo

pe3yabTaTam

3. Kanennapusiii yueOubiii rpadux

IMpOBEACHUA

NpeHaTalbHbIX

I'padux Paznens! [IporpamMmer AKaneMH4eCKHX JHeii B Bcero vacos mo
Oyuenust YacoB B JIEHb Heneno | pasgenam Ilporpammel
(aTamnam)
®opma
00yueHHus
Teopetnueckoe o0yyeHHe 2/4 4 10
ITpakruyeckoe obyueHue
Ounas (oOy4Jaromuii CHMYISILIHOHHBIH 4/6 4 22
Kypc)
Wroropas arrecrauus 4 1 4

6. YueOHbIH NMIaH
Kareropus oOyyarommxcs: Bpauu-1abopaTopHble TeHETUKH
Tpynoemkoctb: 36 akaj. 4yacoB
®opma 00yueHusi: ouHas

Kon HauMeHoBaHue pa3nelioB TUCUMIUIMH U TEM % B ToM uucne dopma KOHTPOIIA
o
e | 188 |68
Q ) )
g = o
1 Knunndeckas reHeTHKA 3 2 - - 1 - ITpomMeKyTOYHBIH
KOHTPOJIb
(TecTHpPOBaHHE)
1.1 | 'eHeTHYeCKHE OCHOBEI XPOMOCOMHBIX 3 2 - - 1 = Texywmii
OonesHei KOHTPOJIb (oIpoc)
2 JlaGopaTopHkle MeTOABI NpeHaTAJLHOM 23 4 6 12 1 IMpomMe:kyTOYHBIH
AHATHOCTHKH XPOMOCOMHBIX GostesHeid KOHTPOJIb
(TecTHpoBaHHE)
2.1 | [IuTOreHeTUYECKHE METOILI TPEHATAILHON 12 2 6 6 TekyLiuii KOHTPOJIb
JHArHOCTUKH XPOMOCOMHBIX olie3Heit (ompoc)
2.2 | MonekynapHBIE METObl MPEHATANIBHOMH 4 2 o TexyInuii KOHTPOIb
JIMarHOCTHKH XpPOMOCOMHEIX Oone3Hei (onpoc)
2.3 | MHHOBalMOHHBIE KOMITBIOTEPHEIE TEXHOIOTHI 3 2 1 Texymuii KOHTPOIb
B [IPEHATANbHOM AUArHOCTHKE HACTIEICTBEHHBIX (ompoc)
bonesnei




Kon | HaumeHoBaHMe pa3ienoB AMCUHIUIMH H TeM . B ToMm uncne ®Dopma KOHTpOJIA
[=]
Q o
8 = =
=~ -
< § O [a2] Ay Q
) 5 S |© @ S
Q = -
[aa) o™
=
3 IIpodunaxkTuka HacHeACTBeHHbIX GostesHel 6 4 2 - ITpomexyTOUHbIi
KOHTPOJb
(TecTHpOBaHME))
3.1 | Opraamsais U 3(peKTHBHOCTD IPEHATANILHON 2 2 - - | Tekyluii KOHTPOIb
IUArHOCTHKH B MPOYHIAKTHKE XPOMOCOMHBIX (ompoc)
Gonesneit
3.2 | MopanbHO-3THYECKHE TPOGIEME 2 2 - | Texkymui KOHTPOJBb
NpeHaTaibHOi JHarHOCTHKM XPOMOCOMHBIX (onpoc)
GonesHeii
Hrorosas aTrrecranus 4 - 4 - - 3ader
Bceero 36 10 6 18 2
7. Pabouasi nporpamma
I10 TEME «HpeHaTaJIBHaH AHarHoCTHKa XpOMOCOMHBIX OonesHeit»
PA3JIEJI 1. KnuHu4yeckasi reHeTHKA
KOI[ HammMenoBanusg TEM, DJIEMCHTOB H ITOJ2JIEMECHTOB
1.1 I'eHeTHYECKHE OCHOBBI XPOMOCOMHBIX Gose3Heil
1.1.1 XPpOMOCOMHBIE ¥ TEHOMHBIE MYTALIMH, JIEXKAlIIe B OCHOBE XPOMOCOMHBIX O0Ne3Hei.
1.1.2 Knaccuukaius xpoMoCOMHBIX Goste3Hei
1.1.3 CeMHOTHKA XPOMOCOMHBIX GoNe3Hei
PA3JIEJI 2. JlaGopaTopHbie MeTobI IPEHATAILHOM JHATHOCTHKH XPOMOCOMHBIX Gos1e3Heil
Kon HauMeHoBaHHs TeM, DJIEMEHTOB U NIOA3JIEMEHTOB
2.1 IluToreHeTHUECKHE METOB! IPEHATANIBHOM JTHATHOCTHKH XpOMOCOMHEIX Done3Heit
2:141 CraHgapTHOE KapUOTUITMPOBAHHE.
2.1.1.1 IIpuroroBneHHe © OKpalIMBaHWE XPOMOCOMHBIX IIpenapaToB M3 BOPCHH XOpHOHA, KIIETOK
aMHHOTHYECKOH KHIKOCTH U IyTIOBHHHOH KPOBU
2.1.1.2 AHau3 XPOMOCOMHBIX TIPenapaToB IpeHaTalbHBIX 00paslioB C HCIOJIb30BAHUEM KOMIIBFOTEPHBIX
MPOrpaMm KapHOTHIIHPOBAHHUSL.
2.1.2 MonekyIApHO-ITUTOTEHETHIECKHE METOIbl AMArHOCTHKM XPOMOCOMHOH NATOJNIOTHH C IMPHMEHEHHEM
xpomocom-crieimpuaeckux JIHK-30H10B
2.1.3 IMpo6nemMbl MoO3aHMLK3Ma H MalbiX MapKepHBIX XPOMOCOM B IPEHATalbHOH XPOMOCOMHOM
JHAarHOCTHKE
2.14 CTaHmapTsl H KOHTPOJIb KAYECTBA NPEHATANBHBIX [IMTOT€HETHIECKUX HCCIeI0BaHHIA
2.1.5 ITpoTOKOJI XPOMOCOMHOIO @HaJIM3d, COCTABJIEHHE 3aKIMIOYEHHA [0 €ro JAaHHBIM C HCIOJNB30BAHHEM
ISCN
2.2 MoneKyIApHBEIE METO/BI PEHATAIBHOH THATHOCTHKM XPOMOCOMHBIX GoesHeH
2.2.1 MonekyJisipHas JUarHOCTHKA XPOMOCOMHBIX Dolne3Hel
22.2, HewnnBa3uBHas NpeHaTalbHas AHarHOCTHKA XPOMOCOMHBIX Done3HeH
2.3. HMHHOBAIMOHHBIE KOMIBIOTEPHbIE TEXHOJOTHH B MpPEHATANbHOH [JHArHOCTHKE HACIEACTBEHHbBIX
Gone3nei
23.1 Pabota ¢ COBpeMEHHEIMH HHTEPHET (Ga3aMH JaHHBIX HACJEACTBEHHBIX OonesHeH
232 Pabora B cucreme Moodle




PA3JIEJL 3. lIpodmaakTika Hacae CTBEeHHbIX 6oTe3Hel

Kon HaumeHOBaHMS TEM, JIIEMEHTOB M MO3IEMEHTOB
3.1 Opranmsatis ¥ dQGOEKTHBHOCTS NpEHATANBHON JMArHOCTHKH B NPOQGHIAKTHKE XPOMOCOMHBIX
OonesHeit
3.1.1 BHoxuMudeckuii CKpMHUAT
312 Y IIbTpasByKOBO#H CKPHHHHT
3.1.3 WHBa3vBHas NpeHaTalbHas JMATHOCTHKA XPOMOCOMHBIX Go/e3Hel
3.1.3.1 Tlopsnok HanpaBeHus Ha MHBA3HBHYIO IHATHOCTHKY
3132 IIpenaranbHOe MeMKO-TEHETHYECKOE KOHCYIBTHPOBAHHE 1O PE3yhbTaTaM HHBA3HBHOI JHATHOCTHKH
3.2 MopanbHo-3THYeckHe IPoGIIeMBl PeHATAILHOM TMarHOCTHKM XPOMOCOMHBIX G0JIe3HelH

8. Opranu3anMoOHHO-IIeAArOrHYeCcKHe YCJIOBHS PeaJH3alHi IPOrPaMMBbI
8.1. Temaruka yueGHBIX 3aHATHH ¥ UX COMEPIKAHUE IS COBEPIICHCTBOBAHMS KOMIIETEHIHE:

JICKHHOHHBIC 3aHATHS

Ne Tema nekuun Copepxanue CoBepIeHCTBYEMbIE
KOMIIETEHLIUH
1. | 'eHeTHUECKHE OCHOBEI XPOMOCOMHBIX Gole3Hel 1.1.2;1.1.3 MK-1, ITK-3
2. | Meroaudeckue npobJemMbl npeHaTansHOM | 2.1.3;2.1.4 [IK-2, I1K-3
[MTOT€HETHYECKOH  JMArHOCTHKH XPOMOCOMHBIX
6one3Hei
3. | CoBpeMeHHble TOAXOABl K  HCMONB30OBaHHIO | 2.2:2.2.1:2.2.2 IK-2, ITK-3
MOJIEKYJIIDHBIX ~ METOOB B JIMATHOCTHKE
XPOMOCOMHEIX Gone3Heit
4 | Opranmsanus ¥ 9(p¢exkTHBHOCT, mpeHatansHoit | 3.1;3.1.1;3.1.2; 3.1.3; [K-1, NIK-3
JIMATHOCTHKH B  TIpoHIakTHKe XpoOMOCOMHEIX | 3.1.3.1
OonesHei
5 | MopansHo-3THYeCKHE MpoOIeMEl TNpeHaTanbHOH | 3.2. IK-1, I1K-3
JIHarHOCTHKH XpPOMOCOMHBIX Gome3Hei
NpaKTHYCCKHEC 3aHATHSA:
Ne Tema MPakTUIECKOTO 3aHITHA Conepixanue CoBeplueHCTByeMBIe
KOMTIETEHITHA
1. | lpuroroBnenne XpoMOCOMHBIX npemapaToB u3 | 2.1.1.1 IK-2
BOPCHH  XOPHUOH4, KJIETOK  aMHHOTHYECKOH
JKHJAKOCTH M ITYTIOBHHHOHW KPOBH
2. | Merogs! okpalI¥BaHHA XPOMOCOMHBIX nperapatos | 2.1.1.2 IK-2
TP NIPEHATATILHOM AMATHOCTHKE
3. IIpoTokon XpoMoOCOMHOTO aHanu3za, cocrasnenue | 2.1.4 T1IK-2,
3aKIIOYEHHs] TI0 €ro JaHHBIM C HUCMOJBE30BaHHEM
ISCN
4. | MonekynsapHsie METOMEI IWarHocTukw | 2.2.1;2.2.2 TIK-2,
XpOMOCOMHBIX Gone3Hei
5 | Hanucanue  3akimod4eHUdd 1o  pesynsraram | 2.2.1;2.2.2 I1K-2,
MOJNIEKYIIDHOH ~ NWAarHOCTHKH  XPOMOCOMHBIX
Gone3neit
6 | HHOBaLMOHHBIE KOMITBIOTEPHBIE TEXHOMOTMH B | 2.3;2.3.2;23.3 TIK-2,
HpGHaTaIIBHOﬁ AHArHOCTHKEC HaCJICAICTBEHHbIX

bonesHel




obyyaronmii CUMYISIHHOHHBIN KypC:

Ne TemMa nMpakTUYECKOTO 3aHATHA Conep:xanue CosepieHcTBYeMbIe
KOMIIETEHIIHH
I. | AHanu3  XpoMOCOMHBIX  mpenapatoB | PaGota Ha cHcTeMe I1K-2
NpeHaTalbHbIX obpasioB C | XpOMOCOMHOTO aHaJIn3a,
VICTIOJIE30BAHHEM KOMIIBIOTEPHBIX | BKITIOYAS MHKPOCKOIIHIO,
NporpaMM KapHOTHITHPOBAHUS. OLIEHKY MeTaha3HbIX

NJIACTMHOK, TPAHCIISLIHIO
U300pakeHHsT HA KOMMBIOTED
H CO3/1aHHEe KapHOrpaMM ¢
MOMOILIBIO TIPOrPAMMHOTO

obecrieueHus
caMocTrodATeNbHas pabora:
Ne Tema NMpakTHYECKOr0 3aHATHS MeTtoandeckoe obecrnedyeHHe CopnepxxaHue CoBeplLIeHCTBYEMBbIE
KOMIIETEHLIHK
I. | Xpomocomuple  u  reHommele | Xapuenko T.B, 1. IK-1
MyTalliu, Jexanme B OcHoBe | [TerpyHuues A.FO.
XPOMOCOMHBIX Domne3Heit. OCHOBBI METHIIMHCKOH
reHeTHKd YacTs. 1
[{uTonoruveckne OCHOBBI
HACJIC/ACTBEHHOCTH.

8.2 YuebHO-MeTOIMYECKOe H HHPOPMAHOHHOE 00ECIIEYEHHE.

OcHoBHas nuTeparypa

1.HacnenctBennsie Gone3nu. Hanmwonansnoe pykoBomctso./ripen. H. II. boukos, E.K.I'untep,
B.IL ITy3sipeB M. :I'DOTAP-Memua, 2013. — 998 c.

2.Cneiuep M. P., Anronapakuc C. E., Mortyncku A. I'. I'eneruka genoseka nmo @oremo u
Mortyncku. IIpo6aemsr u mogxoasr. OO0 "Usparenscrso H-JI", 2014 ., 1056 c.

JlonmonmuuTensHas TuTeparypa:

l.Manemea O.B. MoHoreHHBIe HacleICTBEHHbIE OO0JIE3HM M MOJIEKYJIsipHas JHarHOCTHKa
UsnarensctBo C3I'MYV um. U. U. Meunukosa, Carkr-IletepOypr 2015 — 36 c.

2.Pomanenko O.IL., JI. K. Bepmunckas, T. U. Kagypuna, T. B. Xapuenko Bpoxnénnsie nopoku
pazeuTHsA. YueGHoe mocobue. M3marensctBo C3IMY um. M. Y. Meunukora, Cankr-Ilerepbypr
2015 -60 c.

3. Xapuenko T.B, Ilerpynuuer A.FO. OcHoBel MenunuHcKod renetuku Yacte.]l IluTonornyeckue
OCHOBBI HacnencTBeHHOCTH. M3matensctBo C3I'MY mm. U. M. MeunukoBa, Caunkr-IlerepOypr
2013 -7l c.

4.H0poe MN.IO., Bopcanoa C.I', I'eHOMHBIE W XpOMOCOMHEIE OONE3HH IEHTPAILHOH HEPBHOM
cHCTeMBI. MolekynsipHBIe W IHTOTeHeTHYeckHe acmekTel. M3marenscTBOo: Mennpaktika-M,

Mockga, 2014 384 ¢

bazb1 maHHBIX, HHPOPMAIIMOHHO-CITPABOYHEIE CHCTEMBI:

1/ https://www.ncbi.nlm.nih.gov/omim

2. http://www.ncbi.nlm.nih.gov/bookshelf/br.fcgi?book=gnd

3. http://www.zdrav.ru/articles/practice/detail.php?ID=79274&redct=Y

8.3. MaTepHaJIBHO—TeXHH'-IeCKOB O6GCIIG‘-IBHI/I6, H606XOI[HMOC JJIA OpraHru3aiiy BCEX BHIOB

JUCIMIUIMHAPHOM ITOATOTOBKH:
- yueOHBIE ayAMTOPUH, OCHAIIEHHEIE MaTepHallaMi ¥ 000pYIOBaHHEM JUIs IIPOBEICHUS
y4ebHOro 1poiiecca, B TOM YHCIIE JJIEKTPOHHOTO 00yUIEHHUS;
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- kmuaudeckue 6a3el PIBOY BO C3I'MY um. U.W. Meunukosa Munsapasa Poccum;
- QyIUTOPHBIH M OMONHOTE4HBI (OHI, B TOM YHCIE JUCTAHIMOHHBIE W JJIEKTPOHHEIE
BO3MOKHOCTH, JUISi CAMOCTOSTENBHOM OATOTOBKH 00YYalONIHXCH.

8.4. Kamposoe obecreuenne. Peamusanms IIporpammel  ocyimecTisieTcss Ipogeccopeko-
IIPEno/IaBaTeNIbCKUM COCTaBOM, COCTOSIIUM M3 CHEIMATMCTOB, CHCTEMATHUYCCKH 3aHMMAIOIIMXCS
HAay4YHOM M HAYYHO-METOJHMYECKOH NEeATEIbHOCTRIO CO CTakeM paboThl B CHCTEME BBICILETO H/MJIH
JIONIOJIHUTENILHOTO NPO(PECCHOHATEHOI0 00pa30BaHus B chepe 3paBOOXpaHeHHs HE MEHEeE 5 JIET,

9. ®opMBI KOHTPOJISI M ATTECTAIMM

9.1. Tekymuii KOHTPONb XOja OCBOEHHS y4eOHOro MaTephaia MpoBOAUTCS B (opMme
ycrHOro onpoca. [IpoMexyToUHbIH KOHTPOJIb IPOBOJUTCS B POPME TECTHPOBAHHSL.

9.2. Wrorosasi arrecTanyst oOy4aiOmIAXCS 10 Pe3yJbTaraM OCBOEHHS JIOMOJHUTEIBLHOM
npo(heCCHOHAIBHOM IPOrpaMMEI IOBBINEHHSI KBATH(DHKAIMH IIPOBOAKUTCS B YOPME 3aUeTa.

9.3. OOyuaromuecs DONyCKalOTCS K HTOTOBOM aTTeCTallMy mocje u3ydeHus lIporpaMMer B
o0BeMe, IPeayCMOTPEHHOM YYeOHBIM IIJIAHOM.

9.4. Obyuarommecs, ocBouBmue [IporpaMMy W YCHEINHO TpOIICAINHE HTOTOBYIO
aTTeCTalMIO, II0JIy4YaloT yI0CTOBEpEHHE O MOBBINICHHH KBaTH(HUKAIIUY YCTAHOBIIEHHOTO 00pas1a.

10. OneHo4HbIE CpeACTBA

Temarnka KOHTPOIIBHBIX BOIPOCOB:
1. KIHMHHKO-IIUTOTEHETHYeCKas XapaKTePUCTHKA CHHJIPOMOB, CB3aHHBIX C aHOMAIUSIMH B
CHCTEME MOJIOBBIX XPOMOCOM
2. KIMHHKO-IIMTOTEHETHYECKAs XapaKTEPUCTHKA CHHIPOMOB, CBSI3aHHBIX C YHCIOBBIMH H
CTPYKTYPHBIMH aHOMAJIHSMH ayTOCOM
3. Bwunsr Mo3anim3ma.
4. KomOunupoBaHHbli Y3 1 OnoxuMudeckuii ckpuuusr B | rpumectpe. DdpdexTuBHOCTD
IIporpamMM IIpeHAaTalbHOIO CKPHHHUHTA
5. HeunBasupHas JIHK-guarsoctika XpoMOCOMHBIX O0Jie3HEH.
6. QF-TIIIP B npeHaTaJIbHOM JIMArHOCTHKE XPOMOCOMHEIX Ooe3HeH
7. MOHHTOPHHT BPOKJIEHHBIX aHOMAIHI Pa3BUTHUS
8. Ompenenenue npeHaTaJbHOMN 1MarHOCTUKU. DyHIaMEHTAIBHEIE H IIPUKIIA/IHBIE ACIIEKThI
TIpeHaTalbHOM JHArHOCTHKH.
9. IlpenaTaibHBI CKPHHHHT [0 CBIBOPOTOYHBIM (haKTOpaM MaTEpH.
10. KapuotunupoBanue, Kak OCHOBHOH METO/]] IPEHATANIbHOM JHarHOCTHKH XPOMOCOMHBIX

Honesnei.
11. HUcnons3opanue FISH- MeTo1a IpH npeHATATBHOM THATHOCTHKE XPOMOCOMHBIX OOJIE3HEH.

3amanus, BEBISIONIME IPAKTHYECKYIO TIOATOTOBKY 00y4aroIIerocs:
Hanucars IIUTOTeHETHUECKOE 3aKIIFOUYEHHE Ha IIPeII0KEHHYIO KapHOT paMMy.
3anucarh KapHOTHII YHCIOBOM NMEPECTPOHKH B COOTBETCTBHH ¢ HOMeHKnatypoi ISCN 2013
3amnucaTh KapHOTHII CTPYKTYPHOH MEPeCTPOMKH B COOTBETCTBHH ¢ HOMeHKnaTypoii ISCN 2013
CpenaTh 3aKiIIOYeHHe 10 aHaIu3y IpenapaTa MeTa(azHeIX XpPOMOCOM.
PacmudpoBats MOJIEKYISIPHO-IIUTOTEHETHYECKOE 3aKITIOUCHHE.
Hanucats 3akmodyeHue mo pesyasrary QF-TTLIP.
Omnucarh JITOPHTM IATOT€HETHIECKOTO 00Cie10BaHu IIPH ITOT03PCHHH Ha MO3aHIIH3M.
Omnucarh TakTHKy 0OCIeIOBaHHS INPH HECOOTBETCTBHHM LIMTOI€HETHYECKOTO 3aKIHOYCHHs

JaHHBIM YJIBTPa3sBYKOBOT'O CKaHHPOBaHHA.

995 OF LA 1 D
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TecToBrle 3a0aHKA:

1. Muctpykuus: Beibepute Bce IpaBHIBHBIE OTBETHI
Kakye 13 nepednciienHbIx CHTYaluil SBISIOTCS TOKA3aHUEM JUISl IPEHATATBHOTO
KapHOTHIIMPOBAHUS 110147
A. Bpbicoxuii pucK 1o pesynsraTaM KOMOMHHPOBAHHOTO CKPHHHHTA
b. Hocurensctso cOanancupoBaHHOM XPOMOCOMHOM IEPECTPORKH OJTHEM U3 POIHTENEH
B. Poxzaenne npenpinyiero pebeHka ¢ MyKOBHCITHIO30M
I. ®enunkeronypus y 6epeMeHHOM
[IpaBunsHBIE OTBETHL: A. B.

2. Wncrpyxnus: Beibepurte ofiMH npaBUIbHEL OTBET.
PHCK BO3HHKHOBEHHS CTPYKTYPHOH [EPECTPOHKH XPOMOCOM

A. 3aBHCHT OT BO3pacTa MaTepu

b. 3aBucuT oT BO3pacTa oria

B. -me 3aBHCHT OT BO3pacTa poguTenei

I'. 3aBHCHT OT HAJIMUHS KPOBHO-POJCTBEHHOM CBSA3M POJUTETIEIH
[IpaBuneHbIi oTBET: B.

3. HWHcTpyknus: BeiGeprTte oMuH IpaBHIIBHBIH OTBET.
Komuuectrennas ITIIP (QF-PCR)
A. mpe/iHa3Ha4Y€eHa IS BBIABICHUS HaHOOJIEe YACTHIX aHEYIIIOMANHR (TPHCOMHIH 110
xpomocomam 13, 18, 21 u moHocomust X) (HpaBuiIbHbIA OTBET)
b. BeEBIsET cOaTaHCHPOBAHHEIE TPAHCIOKAIHH
B. BBIsSBIISET Bce BUIBI XPOMOCOMHOTO JucOaianca
I'. BBIABISICT MHBEPCHH
[IpaBuneHEBIH OTBET: A.

4. Wuctpykuus: Bribepure onun npaBuiabLHEL OTBET.
B xakue cpoku GepeMEHHOCTH IenecoobpasHo ueenenosath yposens [TAII-A u B -XI'U B
CBIBOPOTKE KPOBH OEPEMEHHOM C IIEMBI0 PEHATAIBHOIO0 CKPUHUHTA?

A. 11-13 wenens

Bb. 16-20 menens

B. 21-26 uenens

I'. B TeueHuu Bcel 6ePeMEHHOCTH MHOTOKPATHO
[IpaBuIIbHEI OTBET: A.

5. Huctpykuus: Beibepure o/iuH NpaBUIIbHBIA OTBET.
KapunoTtun nnona c curapoMom Bosbha-Xuprixopua MoKeT OBITE 3aIIHCaH B BHIE:

A. 46, XY, del(4p)

b. 46, XY, del(5p)

B. 46, XY, del(6p)

I'. 46, XY, del(7p)
[IpaBunbHEIH OTBET: A.

6. Hucrpyknus: Beibepure Bce NpaBHIIbHBIE OTBETHI
Juarnos 6onesnu JlayHa y 1iojia MOXKeT ObITh IOCTABIIEH MIPH:

A. cbaraHCHpPOBaHHOM TPAHCIOKALIMH;

b. Mo3zaunusma,

B. peryisipHoii TpucoMmuu

I'. HecbamaHCHMpOBaHHOM TpaHCIIOKAIIHH
IIpaBunbHeIe oTBETHL b, B, I
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7. Wucrpyknms: Beibepute oiH IpaBRIBHE OTBET.
Puck xpomocomuoro cunapoma a y miona yeennumpaercs ¢ BO3PacTOM Marepy BO BCEX Cllydasx,
3a HCKIIFOYEHHEM CHHJIPOMOB:

A. llepemesckoro-Teprepa

b. Jlayna

B. Ilaray

I'. DnBapaca
IIpaBunbHEILL OTBET: A.

8. Hucrpykuus: Beibepure omun IIPaBHUIIbHBIN OTBET, ‘
B nepBom Opaxe y sxeHmunst 33 et poauics pedeHOK ¢ TpaHCIOKalMOHHOM (GopMoii GosesHu

Hayna. KapuoTurn skeHImunb1 63 naToorim. IIpu BTOpOM Gpake co 3710pOBBIM MYKYHHOI B
ciydae OepeMEHHOCTH €if clieyeT npoBecTH:

A. Hccre/loBaHIe KapHOTHIIA ILUIOMA
B. KOMOMHHPOBaHHBINH CKPUHHUHT
B. FISH-muarnoctuxy
I'. QF-IILIP.

[IpaBuiibHkIi oTBeT: B.

11. HopMaTHBHbIE IPABOBbIE AKTHI

8 OenepanbHblii 3aKk0H oT 29.12.2012 Ne 273-®3 «O6 obpazoBanuu B Poccuiickoit

Qenepaiumy;

2, Denepanpubiii 3akon ot 21.11.2011 Ne 323-®3 «0O6 ocHOBax OXpaHbl 37I0POBES
rpaxan B Poccuiickoit @enepanumy;

3 DenepanbHblii 3ak0H oT 29.11.2010 Ne 326-®3 «O6 06s3aTeNbHOM MEAHITHHCKOM
cTpaxoBaHuH B Poccuiickoit ®enepanuny;

4. IIpukas MunucrepcTa oGpasoBanus u Hayku Poccmiickoit ®enepaunn ot 1 o

2013 1. Ne 499 «OG yTBep)KHEHMHM MOpPSIKA OPraHHU3aLUH U OCYIIECTBICHUsI 00pa3oBaTeIbHOM
ACSATCILHOCTH 110 JOMONHHTENIBHBIM NTPO(HECCHOHAIBHBIM IIPOrpaMMaMy;

5. IIpukas MunucrepcTa 3apaBooxpaHenns Poccuiickoit ®emepanus or 8 OKTAOpS
2015 r. Ne7070 «OG6 yTBepxaeHHH KBaTM(DUKAIHOHHBIX TPeGOBAHMH K MEIMIMHCKAM H
(hapmanieBTHYeCKMM paGOTHHKAM C BBICIIAM O6GpasoBaHHEM 110 HAINPABICHHIO [OTOTOBKH
«3IpaBOOXpaHEHUE H MEIHLMHCKHE HAYKUY.

6. IIpuka3 MunuCTEpCTBA 3/paBOOXPAHEHHS H CONHMATBHOTO Pa3sBHTHS Poccuifckoil
OGeneparun ot 23.07.2010 Ne 541n «OG yTBEpHKICHHHM €JWHOTO KBAIH(GHKALMOHHOIO
CPaBOYHMKA  JOIDKHOCTEH  PYKOBOJAMTENEH,  CIENHATUCTOB M CIyXKalUX»,  pasjel

«KBanuuKanoHHble XapaKTEPUCTHKH JIOJDKHOCTEH PabOTHHKOB B Chepe 3paBOOXPAHEHHSN;

7. Ilpuxas MunucrepcTBa 3mpaBooxpanenusi Poccuitckoit ®enepamun Ne268 or 10 CEeHTAOpS
1998 1. «O MOHHTOpPHHTE BPOMK/IEHHBIX IIOPOKOB PA3BUTHS Y JETEH»

8. Ilpuxas MunucTepcTBa 3apaBooxpanenus Poccuiickoii ®enepamun Ned57 or 28 nexabps 2000
I. «O COBEPINEHCTBOBAHMH IIPEHATANBHON JMATHOCTHKH B HPO(GHIAKTHKE HACIIEJCTBEHHBIX H

BPOX/IEHHBIX 3a00/1eBaHUH Y JieTeiin



AHHOTALIMSA

JIOTIOJIHUTEJTBHASI TIPO®GECCUOHAJIBHA S [TPOI'PAMMA
TIOBBIIIEHUS KBAJTUOUKALA

[10 TEME

MPEHATAJIBHASI JMATHOCTHKA XPOMOCOMHBIX BOJIE3HEI

CrnennaibHOCTh JlaGoparopHas reHeTuka

Tema [IpenaTanpHas JMarHOCTHKA XPOMOCOMHBIX
Oonesnei

Hean CoBeplleHCTBOBaHHE UMEIOIIMXCS KOMITETEHLIMH,

npHoOpeTeHHe HOBBIX KOMITETEHLIMM 151 TIOBBIIIGHHS
npoeccHOHANIBHOTO YPOBHS B paMKax UMetoLleiics
KBJTH(PHKALIMH.

Kareropus oGyuarwmuxcs

Bpaun-nadoparopHble reHeTHKH

TpynoemkocTh

36 akap.yac.

Dopma oGyuenusn

Ounas

Pesxum 3ausTHii

6 akaj.yac. B JIeHb

XapaKkTepHCTHKA KOMIETEHIIHIH,
HOAJIe;KAIHX COBEPIIEHCTBOBAHMIO B
pe3yJbTaTe OCBOEHHS MPOrpaMMbl

TIK-1

I"'oTOBHOCTE K NPOBE/IEHHIO MPEHATATBHOH
JIMarHOCTHUKH B TOM YHCJIE B YCIIOBHAX pPaHHEro
npexatansHoro ckpuHmrHra (PIIC) B pamkax
peajidsauny MeporpuaTiii HalpoHaneHoro npoexra
"IlpenartanbHas (AOponOBast) IHarHOCTHKA
HapylueHUH pa3BuTus pebeHka.

XapaxkTepHCTHKA HOBBIX
KOMIeTeHIHil, JopMHpYIOIIAXCH B
pe3yJbTaTe OCBOEHHS NPOrpaMMsl

CIOCOOHOCTEL M F'OTOBHOCTH OCYILIECTBIISTE
nabopaTopHbIe reHeTHYECKHE UCCIIeIOBAHUS: ISt
MMpeHATAIBHOM IMArHOCTHKH HACJIEICTBEHHBIX
3a00/1eBaHU M

TTIK-3

crocoOHOCTE M TOTOBHOCTh K HHTEPITPETAIIMH
pe3yJIbTaTOB I'€HETHYECKOro aHaIh3a MpH
IpeHaTaIbHOH THarHOCTUKE HAC/IEICTBEHHbIX
3a00JIeBaHHAX

Paznennl nporpaMmsl

Knunuueckas reHeTuka.
JlaGopaTopHbIe METO/bI IPEHATAIILHON JUArHOCTHKH
XPOMOCOMHBIX GoJIe3HEH.

[TpodunakTiKa HacIeICTBeHHBIX Ooe3HeH

Ob0yuaromuii cCHMyISIHOHHBIH Kypc

(na)

Hcrnone3osanue KOMIIBKOTEPHBIX MpOrpaMm Uit
KapHOTHITHPOBAHKA

Ipumenenne THCTAHUHOHHBIX
00pa3oBaTeJIbHBIX TeXHOJOTHH

(Her)

CraxupoBka

(uer)

‘D(lpl\'ﬂ:l ATTECTAIIHH

ITpomeryToUYHasi aTTeCTALUs, HTOrOBasi aTTecTalHs




