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YTBEPXJIEHO
Ha 3acelaHUU Kadeapsl AeTCKOM

IHJIOKPHHOJIOTUH, KITHHHYECKON NeHETHKH U
HMMYHOJIOI'MH C KYPCOM TOBBILLIEHHS
KBaJIM(HKALIMK M NEPENOArOTOBKH KaJpOB

28 aBrycra 2026 r.

TEMATUYECKHWM IUIAH IPAKTUYECKHUX 3AHSITHI
110 YYEBHOM JUCHUILJIMHE «MEJAULIIMHCKASI TEHETUKA»
JIUISI CTYJIEHTOB 6 KYPCA NEJUATPUYECKOIO ®AKYJIBTETA

Ha 2026/2027 yyebubiii roa

KonuvecTBo yacoB ay M TOPHBIX
HaumenoBanue pazaena (TeMbl) e SaHFTHE

(8 T.:HYCP) NPaKTHYeCKHX
l. BBeneHne B MEIULIMHCKYIO IeHeTHKY. MeToibl
MEIMKO-TeHeTHYEeCKOro uccaeaoBanusa. Opranu3auus 15 i
MeIHKO-reHeTHYecko ciayx0Osl B PecnybGnuke . -
benapych
2. CemuoTHKa HacleACTBeHHbIX 3abosieBaHUll Yy 15 -
nerei ’
3. BpoxkneHHbIE TOPOKH pa3BUTHS 1,5 -
4. I'ennsie 3aboseBaHus - 7
5. XpomocomHble 3abosieBaHus ], 0" TH*
6. MynbTHdakTopHanbHble 3a001eBaHus 1,5* 7
7. TlpenaranpHasi JMAarHOCTHKA HACNEACTBEHHBIX
3aboneBaHMi U MOpPOKOB pa3BuTHs. HeoHaranbHbIN 1,5 7
CKPHHHMHI

Beero yacos 9 35

[Ipumeuanue: * - ynpapnsemas camocrositensHas pabora cryaenros (YCP)
** - obsA3aTeNbHOE TECTHPOBAaHHE

COJAEPXKXAHUE YYEBHOM AUCIHHUIJIHHBI

1. Beegenne B MeIHIHHCKYI0 reHeTHKY. MeTo/Ibl MeIHKO-reHeTHYeCKOro
uceaenoBanus. Opranusauns MeaHKO-reHeTHYecKoi cayx0bl B Pecnybinie
benapyce.

MeznuuuHckass  reHeTmka:  onpejesieHHe, MNpPEAMET, ledH,  3aJa4M.
HacrneacTBEHHOCTD M NaTONOrKs: MeXaHU3MbI HAacleICTBEHHON nepeaaun GolnesHeil,
KnacCHQUKalMs  TeHeTHYeCKOW  maTojoruu  (MOHOTEeHHbIE, XPOMOCOMHBIE,
MyJIbTH(AKTOpHATIbHBIE, MUTOXOHIPHAJIBHEIE, COMATHYECKHE 3a601eBaH s ), IOHATHE
MEHETPAHTHOCTH,  OKCNPECCHBHOCTH,  IETEPOr€HHOCTH W IUIeHOTpONHM.
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CHHIPOMOJIOrHYECKUii aHau3 B BpayeGHO# npakTuke. Kinauyeckuit nonuMopdusm
¥ MoaudHUIMpPYIOLIee BIHSHHE N'eHOTHIA Ha NPOsBJICHUE MATOJOrHYECKOH MyTaluy.

HacneacTBEHHOCTh M KJIMHMYECKas KapTHHA HacleICTBEHHBIX 3aboleBaHMid,
pasHooOpa3He NpOsABIEHHI HAcleCTBeHHbIX 3aboneBaHnd. HacneaCTBEHHOCTH H
MCXOABl  HacleACTBEHHbIX  3aboneBaHui. MerToasl  MEIMKO-FE€HETHYECKOro
HcclleIoBaHMsA: KiaccuyecKue (reHeasornyeckuii, 6IM3HeoBbIH, IMTOreHeTHYECKHIA,
OMOXMMHYECKHH, nepMaTorauQuuecKui, NOMYJISLIHOHHO-CTATHCTHYECKHUI ),
coBpeMeHHble MonekyspHo-renernyeckue (TP B peansHom Bpemenn, MLPA,
MHKPOMATPHYHBIM AaHAIW3, CeKBEHWPOBaHHWE HOBOTO TMOKOJeHHA. Bsenenne B
reHeaJorHyecKuii aHanu3. Buasl Hacne10BaHUs: MEH/IEIEBCKOE, MUTOXOHIPHAJIBHOE,
IUreHHoe, noauredHoe. LluroreHeTHYECKH U MONIEKY IS PHO-TEHETHYECKHH METO/IbI,
nokasaHus K npuMeHeHuio. OCHOBBI MOMYNSALHMOHHONW TIeHEeTHKH. 3akoH Xapiu-
BaiinGepra. biiu3HeLoBbIi METO.

Oprauuzauus Meauko-reHeTuyeckoi ciyx6sl B PecryGnuke benapyce:
HOpMaTHBHO-TIpaBoBas Ga3a MwuHucTepcTBa  3/paBooxpaHeHus PecnyOiuku
Benapych, TpexypoBHeBas CTpyKTypa (pecrmyOnMKaHCKWIA Hay4yHO-NPaKTHYeCKHi
LIEHTP, 00J1aCTHBIE MEIMKO-TeHeTHYECKHEe KOHCY/IbTAllUH, MeXpaioHHbIe/TOpoJCKUe
KaOMHEThI), MaplIPyTH3alH{s NALUEeHTOB, B3aHMOJEHCTBHE C MEpHHATAIbHBIMH
LIEHTPaMH, OHKOJIOTHYECKOH M mNeauaTpu4ecKod ciyx6amu, CHCTeMa KOHTpOJIs
Ka4yecTBa M aKKpeauTaluu nabopaTtopuii.

2. CemHOTHKA HaCJIeACTBEHHBbIX 3a001eBanuii y neTei

CeMHOTHKAa ¥ TMPHHLUMNBI KIMHHYECKOW JAMAarHOCTHKHM HacjeJCTBEHHOM
naronoru. Knaccuduxauus HacneacTBeHHbIX 3aboneBaHuit. OOLIEKIMHHYECKHE
0coOEHHOCTH MPOSABIEHNS HACIEICTBEHHbIX 3a001eBaHHH.

Dransl AMArHOCTHKH, NMPHHLMIILI JIeYeHUs, Npo(HIaKTHKAa HAC/eACTBEHHbBIX
3abonesanuii. TUMbl M KJIMHUYECKHE NpPH3HAKK HACIEACTBEHHBIX 3a00eBaHMH.
OcobenHocTH ocMoTpa W (Qu3MKaNbHOro oOC/He0BaHWsA MALMEHTOB JETCKOro
BO3pacTa C HAcJeJCTBeHHOW mnatosoruei. JlucMopdonoruyeckue Mapkepbl H HMX
rpynmnyMpoBaHHe MO aHATOMHYEeCKHM obsacTsaM. BpoxkaeHHbIe NOPOKH pasBUTHS Kak
CEMHOTHYECKHE HHJIUKaTOpPBl reHeTHYEeCKHX CHHJIPOMOB. CucremHbIe
CHMIITOMOKOMIUIEKCHI:  HEBPOJIOTHYECKHE, 9JHJOKPHHHBIE, KapAHOJIOTHYECKHUE,
oransmonoruyeckue aHoManuu. CHHAPOMOJIOrHYECKHH aHanu3. AMOYnaTOpHBIN,
CTALlMOHAPHBIA M CHELMAIM3UPOBAHHBIA 3Tanbl JAMArHOCTHKM HACJIEACTBEHHBIX
OonesHeit.

ITpyHUMNBI ~ JIeYeHHsT  HACNEACTBEHHbIX  3a0ojeBaHMii:  ITHOTPONHBIM,
NnaToreHeTHYeCKHi, CHMNTOMATHYECKHl, Xupyprudeckui. Kiouesble HanpaBieHHs
reHHOW Tepanuu: 3aMellleHHe, HWHAKTUBALMA, peJakTHpoBaHHe. MOHHMTOPHHI
HEOTJIOXKHBIX COCTOSIHHI NMPH HAC/eACTBEeHHbIX 3a00JIeBaHUSAX.

[TpodunaxTuka HacaeACTBEHHbIX 3a001eBaHUH.

Kypauus nauueHToB ¢ HAacNeACTBEHHBIMH M BPOXIEHHBIMU 3a00JeBaHHAMM:
cbop xkanob u anHaMHe3a 3aboneBaHus; 00BEKTHBHBINH OCMOTP MaLMEHTa; COCTaBlIeHHE
riaHa oOcienoBaHUs MaLMeHTa; WHTepIpeTalus pe3yibTaToB J1abopaTOpHBIX H
MHCTPYMEHTAIBHBIX METOJIOB HCCIIEJOBAHHUS.

3. Bpoxkaennblie NOPOKH Pa3BHTHS
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Onpenenenne NMoOHATUS «BPOXKAEHHbIE MOPOKH pa3sutus» (BITP), ux mecro B
CTPYKTYp€e NEpHHATANBLHOM U MJIA/ICHYeCKOH CMEPTHOCTH, COBPEMEHHBIE MOAXOIbI K
KnaccuuKaluy (M30IMpOBaHHBIE, MHOXKECTBEHHBIE, CHHAPOMAIBHBIE (OPMBI).

[lonsaTHe cTUrMBI AMCIMOpHOreHesa, GONbIINX U MaJbIX aHOMAIHH Pa3BUTHS.
Tuner BITP (au3pynuus, mansdopmaumus, aedopmaums, aucruiasus). IlonsTue
CHHApOMa, clieAcTBuUs, accounanuu. ITonsaTHe o peHOTHNUYECKOM siipe CHHIpOMA.
3HaueHHe TNEHETPAHTHOCTH M JKCIPECCHBHOCTH B JWArHOCTHKE HACJEICTBEHHBIX
3abonesanuii. Knaccupukaums u  obujas  XapakTepuCTHKa  CHHIPOMOB
MHOKE€CTBEHHBIX BPOXXJICHHBIX TOPOKOB Pa3BHTHS.

Kputnyeckne nepuoibl BHyTpHyTpOOHOrO pa3BUTHA M T€paTOreHHbIe (aKkTOPHI
(busnyeckue, XuMHYECKHe, OHONOrHYECKHE, JIEKAPCTBEHHBIE), BBI3bIBAIOLLHE
HapylIeHUsi opraHoreHesa. ['eHeTHyeckMe MeXaHH3Mbl BO3HHKHOBeHHs BIIP:
XxpomocomHble Gone3nn (cunapombl [layna, Dnsapaca, I[laray), MoHOreHssle
CHHJAPOMBI W MYJIbTH(}AKTOpHAbHBIE NMOPOKH (paciuenuHbl ry6sl u Heba, medekTsl
HepBHOH TpyOkH). OCHOBHBIE IPyTIBI BPOXKAEHHBIX TOPOKOB [10 OPraHaM U CHCTEMaM:
MOPOKH Cep/la, LEHTPaJbHONW HEPBHOH CHUCTEMBI, KelyAOYHO-KHILIEYHOro TPaKTa,
MOYEIrOJIOBOH CHCTEMBI M ONOPHO-ABHraTe/bHOro anmaparta. IMOpuderonaruu:
QJIKOroJibHasi, BCJIEJCTBHE INpHEMa NPOTHBOCYOPOXKHBIX CPeACTB, AuabeTHUecKas.
CHHApPOM KOpEBOi KpacHyXH.

BO3MOXHOCTH TmnpeHaTaNbHOM JHArHOCTHKH B NPOQHIAKTHKE POKIECHUS
GonpHOro noromctsa. [Ipunuuns! npodunakruku BITP.

4. I'ennble 3a60o1eBanus

O6mas xapakTepHcTHKa NeHHBIX 3a00J1eBaHKi. DTHOJIOrUS, SMUAEMHUOJIOrUs U
natoreHe3 reHHbIX 3aboneBaHuil. (OCHOBHBIE  THIBI TEHHBIX  MYyTallMi.
Knaccudukauus reHHsix 3aboneBaHuii 110 THITy HacleJOBaHUs, 10 TUITY MyTaLUH, 10
CHCTEME OpraHoB, KIIMHHYECKOH KapTHHE U MaToreHesy.

MonekynsipHble MeXaHW3Mbl BO3HMKHOBEHHMS TIeHHbIX 3aboneBanuil. Tursl
MYTallHii B reHaX: MHUCCEHC, HOHCEHC, CIUIaHCHHIOBbIE, CABHUI PaMKH CYMTHIBAHHS,
NHHAMHYECKHE MYTALHH.

ONMreHeTHYeCKHe MEeXaHW3Mbl B  [aTOreHe3e TIeHHBIX 3aboseBaHuMit
(MMIIPUHTUHT, SKCMAHCHA NOBTOPOB).

CoBpeMeHHbIE MOJIEKYJISPHO-TeHeTHYECKHE METO/bl, JIeXKAllHe B OCHOBE
reHoMHbIX TexHonorud W JIHK jauarHOCTHKH: MOJIEKYJISPHO-IreHEeTHYEeCKHE
(cexsenuposanue, [P, MPLA); GuoxuMuuyeckHe TeCT-CKPUHMHIH (TaHjaeMHas
criekTpoMeTpus); (yHkuHoHanbHble (depMeHTOmMarHocTuka). Knaccuukaumus
MOHOTeHHBIX 3a00NeBaHMH 10 THITy Hacle[OBaHHs, KIHHHYECKON KapTHHE U
naroreHe3y. IlaroreHes MoHoreHHpix 3aboneBaHuil. IlepBHuHBIE W BTOPHYHBIE
3¢ deKThl MyTaHTHBIX aJUIeeH.

Kimnuyeckas rereporeHHOCTh ¥ reHokonuu. ITousTue «Gonesuu ¢ HenonHoil
NEHEeTPAHTHOCTBIO ¥ BapHabesbHOM IKCIPeCCHBHOCTBIO». DaKTOPEI, BIUSAIOININE HA
(eHoTHI: 101, BO3pacT, reHeTHYEeCKHii (OH, HaKTOphI BHEIIHEHN Cpe/ibl.

Tuns! HacnenoBanus reHHeIX GosnesHel. MHUTOXOHApHANIBLHOE HAC/EIOBaHHE.
Myrauuu muroxonapuansHoi JIHK. Knunuveckuit nonuMop@usm 1 ero npuuuHsI.
[lonstue opdanHbix 3aboneBanuii, snuaeMuonorus. OCHOBHBIE MOAXOABI K
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MaToOreHeTHYECKOMY JICYEeHHI0. Poib reHeTHUeCKUX PErHCTPOB B M3y4eHHH Op(aHHbIX
3aboneBaHUH.

M3y4yeHne KIMHHYECKHX MNPOABICHUN reHHbIX 3a0oseBaHMN C pa3IMYHBIM
THIIOM HacJjie/J0BaHHUs: ayTOCOMHO-/JOMHHAHTHbIE HApYLIEHUs (Ha pUMepe CHHApOMa
Mapdana, HelipopubpomMarosa); ayTOCOMHO-peLIeCCHBHBIE NATONOTHH ((EHUIKETOHY pHs,
MYKOBHCLIHJI03, TJIMKOreHO3bl); 3a0oleBaHMsA, CLEIUIEHHble ¢ X-XpOMOCOMOIA
(BuTamMuH D-pesucteHTHBIN paxuT, Muoauctpodus Jiowena, remopunus A, B, C).
AHanu3 OCOOEHHOCTEH MEepBHYHBIX WMMYHONE(DHLMTOB, BKIOYas (QeHoMeH
«MyTallMM  OCHoBaTens» (Ha npumepe cuHapomoB Huiimeren, Jlyu-Bap).
HacnencrBenHsie oHKoJIOrHyeckue 3ab0/ieBaHUsl C F€HETHYECKHM HapyLIEHHSAMH B
resax BRCA1/BRCA2.

[TpuHUIMNIBL JieYeHus IeHHBIX 3aboneBaHui (auerorepanus,
(bepmeHTO3aMeCTHTENIbHAS Tepanus, cybcTpaTpeayLMpyoLLas Teparnus, FreHoTepanus,
CHMIITOMaTHYECKOE JIeYeHHe).

[Topsfok HanpaBieHHs Ha MeJMKO-FEHETHYECKOe KOHCY/IbTHPOBAHHE TMpH
reHHbIX 3a00JIeBaHUAX C LEJIBIO ONpeleseHus W pacyera pUCKa, NpeHaTalbHON H
NpeUMIUIAHTALIHOHHONW NeHEeTHYECKON IHarHOCTHKH.

Kypauus nauueHToB ¢ reHHbIMH 3aboneBaHusMH: cOop xanob M aHamHe3a;
nposejieHHe OOBEKTHBHOIO OCMOTpa; paspaboTka MHAMBHAYAILHOrO I1aHa
obcie/IoBaHUs; MHTEprpeTalus JaHHBIX J1a0OpaTOPHBIX M HHCTPYMEHTAIBHBIX
HCCJIE/IOBaHUH.

S. Xpomocomueie 3abo1eBanus S

DTHONOTUS  XPOMOCOMHBIX 3aboneBaHui  (KjiaccuUKalMs MYyTareHos,
NPUYHHBI BO3HHKHOBEHHWS YMCJIOBBIX H CTPYKTYPHBIX abeppauuii). DnuaeMHOIOorus
XpOMOCOMHBIX  3aboneBanuif. LluTonoruueckne OCHOBBI  HACJIEJCTBEHHOCTH.
Knaccudukauus  XpOMOCOMHBIX ~ aHOM&IMH:  4MC/IOBbie  (TIOJNMILIOMIMH,
aHOYIUIOMJIMH); CTPYKTYpHBIE (JeNeluu, AYTUIMKAlMH, MWHBEPCHH, TPAHCJIOKALHH,
uHcepuun). Knaccudukauus xpomocomusix 3aGonesanuit. CoBpeMeHHBIE METO/IbI
JHAarHOCTHKH  XpPOMOCOMHOH  mnarosioruv  (kapuotunuposanue, FISH-meron,
XPOMOCOMHBIA MUKpOMaTpH4HbIi aHanu3, arrayCGH/XMA).

[TonsiTuss  KapHOTHNA, KapHOTHIHMPOBaHMA, KapuorpaMmbl. BapuaHTsl
HOPMAbHOTO M IMAaToJIorH4yeckoro Kapuoruna. JluddepeHuuanbHas oxpacka
XPOMOCOM Ul JHarHOCTHKH XPOMOCOMHBIX MYTaUMH H ayTOCOMHBIX T€HOMHBIX
myTtauui. Knaccupuxauus xpomocomusix 3aGonesanuii. [Tonu- u aneynmoumms,
4acCTHYHbIE TPUCOMHH U MOHOCOMHH, TOJIHBIE U MO3aH4Hble (HOpMbI. XPOMOCOMHBIH
UMIIPHHTHHT, CeMeHHas npeapacnonokeHHocTb. COanaHCHpOBaHHBIE XPOMOCOMHbBIE
aHoOMaJInH (poGepTCOHOBCKHE TPAHCIIOKALMH), HecOalaHCHPOBaHHBIE XPOMOCOMHBIE
aHOMaJHH (CHHAPOMBI YaCTHYHBIX MOHOCOMMIA M TPUCOMHIH).

[laToreHe3 XpoMOCOMHBIX 3a0oneBaHui, 3aBHCHMOCTD TSKECTH KIHMHHYECKO¥
KapTHHBI OT BBIPAXKEHHOCTH XPOMOCOMHOTr0 Jucbananca. OcobeHHocTH heHoTHA.

KnuHuyeckue nposBaeHHs M NpOrHo3 3aboneBaHuil, 0OYCIOBIEHHBIX
YUCNIOBBIMH AHOMAJIMAMHM ayTocoM: cuHApomsl [layna, Dasapaca, [laray, ayrue
TPHCOMHH M MOHOCOMHH 110 ayTocoMaM (pesikue popmer). KiimHuyeckne nposisieHus
M MporHo3 3aboneBaHWi, OOYCIOBIEHHBIX YHCJIOBBIMH AHOMAIMAMM IOJOBBIX
XPOMOCOM (4acTHYHbIE MOHOCOMHH M TPHCOMHUH): cunapoM Lllepewesckoro-Tépuepa
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(45,X0), cunapom Krnaiindensrepa (47,XXY M apyrue BapHaHTsl), CHHAPOM
Tpucomu X (47,XXX), cunapom aucomun Y unu cunapom [keiiko6ea (47,XYY).
Knunu4eckne nposiBICHHs M NMPOTHO3 CHHAPOMOB, 00YCIIOBIEHHBIX CTPYKTYPHBIMH
MepecTpoiKaMu XpPOMOCOM Ha MpHMepe CHHAPOMOB KOLIa4ybero kpuka (meneuus
KOPOTKOro Iie4a 5-H XpoMOCOMBI), cMHApoM aeneuuu 1p36, cunapom I[lpaaepa-
Buwm, cunapoMm Amxrensmasa; cuuapom Jlexena, Bonbga-Xupuxopua (4p-),
Jlaypsi-Mak-Jlayn (cnieunduyeckue Tpancaokauuu). MukpozeneinoHHEIE CHHAPOMBI
(KOHTHreHHBIE CHHIPOMBI) Ha MpHMepe CHHApPoOMOB: Buibamca (7ql11.23), Jlu
Ioxopmxu  (22q11.2), Cmur-Mamxenuc (17pl1.2), KIHHMYECKHE TNPOSBIEHUS H
MEJMLMHCKOM MPOrHo3. Mo3auuusM U ero KIIMHUYeCKHe MpOosBIEHUs (XPOMOCOMHBII
MO3aHIIM3M, TKAHEBOH M TUIAlIEHTapHbBIA, OrpaHHYEeHHBIH TUIALEHTOH MO3auIIu3M).

Cssi3b XpOMOCOMHBIX 3a00NE€BaHHH C POAMTENHCKMM BO3DPAaCTOM M APYTHMMH
¢akropamu. IlonynsuMonHas 4acToTa, 0OCOGEHHOCTH TeYeHHS OEpPeMEHHOCTH MNpH
XPOMOCOMHBIX ~ CHHApOMax. MeIHKO-TeHeTHYECKOe KOHCYJIbTHPOBaHHWE IIpH
XPOMOCOMHBIX ~ 3a0oneBaHHsX (PUCK TMOBTOpPEHHs, IUIAHUPOBAHHE  CEMBH,
npeHaTajlbHas IHarHoCTHKa).

Kypauus mnauMeHToB ¢ XpOMOCOMHBIMHM 3aboneBaHusMH: cOop xanob u
aHamHe3a 3a0osieBaHMsA; OOBEKTHBHBIH OCMOTP MAalLMEHTa; COCTABJEHHE IUIAHA
obcneoBaHMs  MAlLMEHTa; HHTEpNpeTalus pe3ynbTaTtoB  JIabOpaTOpHBIX M
MHCTPYMEHTAIbHBIX METOZOB HCCIIE/IOBAHHS.

6. MyabTHhakTOpHAJIbLHbIE 3a60/1eBaAHHS

OTHONOrHS MyIbTH(AKTOPHANBHBIX 3aboneBaHuil. BiusiHue reHeTHdeckux M
cpenoBeiXx  (akTopoB Ha ITHONOrHIO 3aboneBaHuit  yenoseka. IloHsTHe
(deHoTHNHYECKOH MAMCNepcHM TpH3HaKa. MoJenu NOJMIeHHOrO HAac/eA0BaHHs.
[lonatue u pacyer ko3 duunenra HacneayemoctH. PopMHUPOBAHHE IPYIIIILI PUCKA 110
MyJIbTH()AKTOpHAIBHBIM 3a00/IeBaHHAM U NEPBHYHAA NPOGUIAKTHKA.

Kareropun u xiauHu4eckHe ¢opmbl 3aboneBaHHii € HaC/EJACTBEHHBIM
MpepacroioKeHHeM, HX KIII0YeBbIe OTIIHYHTENbHbIE YepThl. [ToHATHE, cCHCcTeMaTHKa
¥ F€HETHYECKHE OCHOBBI MYJIbTH(HAKTOPHATIBHBIX 3a00/1€BaHHIA.

MoHoreHHble BapHaHThI NATOJIOTHH ¢ HAC/IEICTBEHHOIM MPEAPAacIoNOoKEHHOCTBIO.

MynbridakropuanbHble W MOJMIeHHblE  PacCTPOWCTBA:  WM30(peHus,
OpoHxuanbHas acTMa, apTepHajibHas THIIEPTeH3Hs, s3BeHHas GoJie3Hb Keayaka M
ABEHAJUATHNEPCTHOH  KUIUKHM, Oonesns  AubureiiMepa. OOwme npu3HaKu
MYAbTH(HAKTOPHAIBHBIX H MOJIMreHHBIX paccTpoiCTB. I'enetnyeckas
MpepacroyiOKeHHOCTh ¥ PHUCK Pa3sBUTHs TPOMOOreHHbIX 3aboneBaHMil pa3HBIX
HO30J10ruH (MH(apKT MHOKap/a, pubpunsuns npeacepaui, piaeGorpombo3s, TIJIA).

CocraBjieHue ¥ aHaIM3 POJOCIOBHOMN NMPH MYJIbTH(HAKTOPHANBHOMN MATOIOTHH.
OcHoBHBIE MOJAXO/1bI ME/IHKO-T€HETHYECKOIr0 -  KOHCYJBTHPOBAHMS npH
MyJIbTH(AKTOPHANIBHBIX 3a60/1eBaHUAX.

[lonste «OONE3HH C HEMONHONH TEHeTPAHTHOCTBIO M  BapHabesbHOl
3KCIPECCHBHOCTHION ((DaKTOPbI, BAHAIONME HA PEHOTHIT: 1101, BO3PACT, FeHeTHYECKHi
¢oH, dakropsl BHewHed cpenpl). ['pynnbl pucka M TeHETHYECKHE MapKepbl
NMpeapacrnoioXeHHOCTH K pa3BuTvio Oonesnu. ['enermueckuit nacrnopr. Bompocs:
NpO(HUIAKTHKH MYTbTH(AKTOPHAIBLHBIX 3a00/1€BaHHI.
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Kypauusi nauueHToB ¢ MyJbTHOAKTOpHaTbHBIMU Gone3Hsamu: cbop xanob u
aHaMHe3a >Xu3HK/3a6GoneBanus; OuszukanbHoe obcnenoBanue; paspaboTka IuaHa
JIMarHOCTHKM; MHTEpNpeTalus AaHHbIX 1ab0paTOpHBIX M HHCTPYMEHTAIbHBIX
HCCJICIOBAHHM.

7. llpenaTajbHasi AHATHOCTHKA HAC/IeICTBEHHbIX 3a00/1eBaHHIl H NOPOKOB
passuTHs. HeonaTanbHblil CKPHHHHT

[lpeHaTanpHas AMArHOCTHKA, €€ LEJIH M MeCTO B CHCTeMe MNPOMHIAKTHKH
BPOKJIEHHBIX M HACNEACTBeHHbIX 3aboneBanuii. [lokasaHuss Ui  MpoBeJCHHMS
NpEeHATAIBHOM JUAarHOCTHKH (MEIMLIMHCKHE, BO3PACTHbIC, FTeHETHYECKHE, aKyIIEPCKUE).

HeuHBa3uBHBIE METOABl MpEHATaJbHOW AMArHOCTHKH: Y 3M-CKpHHHHT
(pekoMeHayeMble CPOKH TpPOBENEHMA, MapKephl), OHOXMMHMYECKMH CKPHHHHT
ceiBOpoTOuHbIX MapkepoB (PAPP-A, A®II, XI'Y, scrtpuon), HeWHBa3HBHBIN
npeHaTaibHbIi TecT Ha ocHoBe cBoGoaHOM deranbHol JIHK.

MHBa3uBHbIE METOABI NpPEHATAIbHOW AMAarHOCTHKM (OMoOncHs XOpHOHa,
aMHHMOLIEHTEe3, KOPJOLEHTe3, MIALeHTOLEHTE3): PEKOMEH/yeMble CPOKH MPOBE/ICHHS,
TEXHHKA, MIOKa3aHUs, BO3MOXKHBIE OCJIOKHEHHS.

[MpeuMnuiaHTaUMOHHAs reHeTHdeckas auarHoctuka (IMI1): onpenenenue,
BO3MOXHOCTH, TMOKa3aHHsi (MOHOTreHHble OOJIe3HH, XPOMOCOMHBIE IEPECTPOMKH,
QHIYIUIOMANH). DTHYECKHE M IOPHIHYECKHE BOMPOCH NMPEHATANBbHON JIMarHOCTHKH:
MH)OPMHPOBAHHOE COrjlacHe MalMeHTa, NMpaBO Ha OTKa3, npobiema npepbiBaHuUs
OepeMEHHOCTH,  KOH(QHMIAEHUHAIBHOCTh,  HENOMYCTUMOCTh  JAHCKPUMHHALIMH.
DKCTPaKOpropalibHOE OIJIOIOTBOPEHHE KaK METO/l NPOQHUIAKTHKH HACJIEICTBEHHBIX
6onesneii: ponb [1]] B oT60pe 310poBBIX IMOPHOHOB, OrpaHUYEHHUS METO/IA.

HeoHaTanbHBI CKPHHHHT, €ro Leiu (paHHee BbIABJICHHE HACJIEACTBEHHBIX
3aboneBaHMii, NpeNOTBpallleHHe HWHBAIMAM3AUMH M JetanbHOCcTH). [Iporpamma
00s3aTeIbHOr0 HEeOHATaJIbHOro CcKpMHHHra B Pecmybmuke benapyce. Ilepeuens
3a00s1eBaHMH, BXOAALIMX B CKPUHHUHT: (DeHHJIKETOHYPHS, BPOXKACHHBIH HNOTHPEO3,
MYKOBHMCLIM/I03, TaJlaKTO3eMHsl, aJPEHOTeHUTAIbHBIA CHHAPOM. JlOMONHHUTEIbHbIE
3a00/ieBaHus, BXOAMAIIME B PACLUMPEHHbI HEOHATAJbHBIH CKPHHHHI: CIIMHAJIBLHO-
MbIILIeYHas aTpodHs, THKENbIH KOMOMHUPOBAHHBIH UMMYHOACDHULIMT U Ap.

WuTepnperauus pe3yJbTaTOB HEOHATAIBHOIO CKPHHHMHIa: pedepeHcHbIe
3HAYEHHUs, MPUIHHBI JIOXKHOMONOKHUTENBHBIX U JIOKHOOTPHLATEIbHBIX PE3yJIbTaTOB,
QJIFOPHTM MOATBepXKAatoLeH AMarHocTHKH. OcoOeHHOCTH BeCHHS HOBOPOXKAEHHBIX
C MOJIOKHUTENBHBIM pPe3y/JbTaTOM CKPWHHHIA: TMOATBEPXJalollee TeCTHPOBAaHHE,
MOCTAHOBKAa Ha JMCNAHCEPHBIH Y4YeT, paHHee Ha4ajgo JieYeHHs (aueroTepanwus,
3aMeCTHTe/IbHass TOpMOHalbHas/(epMEeHTHass Tepanus), MeIUKO-NeHeTHYecKoe
KOHCYJIbTUPOBAHHE CEMBH.
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HHPOPMAIIHOHHO-METOAUYECKAS YACTH
JIMTEPATYPA

OcHoBHas:

1. boukos, H. I1. Knuauueckas reneruka: yueObHoe nocobue / H. Il. Boukos,
B. IL. Ily3sipe, C. A. CmupHuxuHa ; noa obm. pea. H.IL. Boukosa. — 4-e u3n.,
nepepab. u gon. — Mocksa: [ D0TAP-Menaua, 2023. — 592 c.

JdonoanurenbHan:

2.Connuesa A. B. [lpenaranbHas [AHAarHOCTHKa BpOXIEHHOW W
HacJIeICTBEHHOH natonoruu: y4eb.-meron. nocobue / A. B. ConnueBa. — MuHCK:
bI'MY, 2024. - 63 c.

3. IIucapunx, T. A. MeauuuHckas reHeruka : y4el.-meToa. nocobue /
T. A. Iucapuuk, 0. B. Manunosckas. — Munck: BIMY, 2022. — 124 c.

4. Yucteii, A. I'. Xpomocomusbie Oonesnu : yueb.-meron. mnocobue /
A.T. Yucteil, E. E. Ynpkyn, H. B. Mukynbuuk. — Munck: BI'MY, 2023, — 24 c.

5. Yucreiit, A. I'. I'ennsle Gonesnu: y4eb.-meron. nocobue / A. I'. Yucteiit. —
Munck: BI'MY, 2021.-32c¢.

HopmaTHBHBbIE NPaBOBbIE AKThI:

6. O 3ppaBooxpaHeHuu : 3akoH Pecnybnuku benapyce or 18.06.1993
Ne 24350XI1I : ¢ u3M. u nonm.

7. UHCTpYKUHMSs O  NOpsAAKe  NPOBEAEHHA  MEAMKO-T€HETHYECKOro
KOHCYJIbTHPOBAHHMS M JHAarHOCTUKH TIpaK[laH B IOCYJAapCTBEHHBIX OpraHM3alusaX
3paBOOXpaHEHHs: IMOCTaHOBJIeHHe MHHHUCTepcTBa 31paBooXpaHeHus PecnyGiuku
benapycs ot 28.03.2007 Ne26.

8. O ¢opmax u nopsKe Aauu M OT3bIBA COMIACHA Ha BHECEHHE W 006paboTKy
NepcoHaNbHbIX AaHHBIX nauuenTa: [loctanoBnenne MuHHcTepCTBA 31PaBOOXPAHEHMUS
Pecny6nmku Benapycs ot 07.06.2021 Ne 74.

9.0 nmpoBeneHWH  KOMOMHMPOBAaHHOTO  CKpHHHMHra  OepeMeHHBIX
| Tpumectpa : Ilpukas MunucrepcTBa 3apaBooxpaHenus PecrnyGnuku Benapychs
ot 25.03.2022 Ne 396.

10. O coBepmIEHCTBOBAHWM OpraHM3allMH MPOBEJEHHUS IPEHATANbHBIX
YAbTPa3BYKOBBIX HCCIIE/IOBAHHUH I10 BBIABIEHHIO MOPOKOB Pa3BUTHA W XPOMOCOMHOM
natosorni 'y mioxa B Pecnybnuke benapycs: [Ipukaz Munucrepcrsa
3apaBooxpaHeHus Pecny6nmuku Benapycs ot 30.01.2012 No83.

11. O nucnaHcepu3alMM  JETCKOro  HacejeHus»: IlocraHoBneHue
Munncrepcrtsa 3apaBooxpanenus Pecry6nuku Benapycs ot 16.12.2024 Nel74.

12. O coBepICHCTBOBAHMM y4eTa BPOX/EHHBIX aHOMAIHH (MOPOKOB
passuths) y pebenka (mnoma)»: Ilpukas MuHKcTepeTBa 31paBOOXPaHEHMS
Pecny6nuku Benapycs or 01.11.2010 Ne 1172.

13. Tlopsnok mpoBeieHHs yabTpa3BYKOBOIO MCCIENOBAHHUSA 0 BhISABICHUIO
MOPOKOB pa3BUTHA W XpomocomHoi maronoruu muoxa B I, II u III Tpumecrtpax

Gepemennoctu: INpuka3 MunucrepcTsa 31paBooxpanenus Pecry6auku Benapych ot
30 siuBapst 2012 Ne83.
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14. O0 opraHu3auMy JieYeHUs TALMEHTOB C PEAKUMH TeHeTHYeCKUM
3aboneBanusMu: [Tpuka3 MunucrepceTBa 3apaBooxpanenus Pecrybnuku benapycs ot
30 mapra 2018 Ne 288.

15. O6 opranu3zauuu pecnyGIMKaHCKOrO Bpa4eOHOro KOHCHJIMyMa IO
npeHataabHbIM npobnemam y ruiopa: [Ipukaz MwuHMCcTEpCTBa 31paBOOXpaHEHHS
Pecny6nuku Benapyce ot 22 mapra 2022 Ne 362.

16. TlpeHaranbHas AMArHOCTHKAa ¥ BHYTPUYTPOOHOE Ji€UeHHE aHOMAIHi
mioga, npuBoAswMx K aucnponopuuu: [locraHoBnenwe  MuHucrepcTBa
3apaBooxpaHeHus PecyOnuku benapyes 31.07.2024 Ne 126.

17. JIMarHOCTHKa W JIEYEHHE TPAHCMO3HLUHMH MAaruCTPaIbHBIX COCY/IOB
(merckoe Hacenenue): [loctanoBnenne Munucrepersa 3apaBooxpaHenus PecryGmuku
Benapycs 07.03.2025 Ne 29.

18. OkazaHHe MEAMUMHCKOH MOMOILM MalMeHTaM C aTpe3ueil NuiieBoja
(nerckoe Hacenenue): [loctaHoBnenne MunucrepcTBa 3apaBooxpaHeHus PecryOnuku
Benapycs 11.02.2025 Ne 20.

19. KiuMHHYECKHH MNPOTOKOJ JAMAarHOCTHKM, JIeYEeHHS W JHCMAHCEepHOro
HaOMmoNeHUsT JeTCKOro HacelneHuss ¢ 3a0osieBaHMEM TMEPBHYHBIA BpPOXKACHHBIH
runotupeo3: [lpukas MunucrepcTBa 3apaBooxpaHeHus Pecny6nuku benapyce ot
07.08.2009 Ne 781.

20. KinuHMYeCKHMH MNPOTOKOJ JMAarHOCTHKH, JIEYEHHUS MW JMCIAHCEPHOro
HabMoIeHUs MauHeHToB ¢ 3aboneBanueM (enunkeronypus: [Ipukaz MunucrepcTsa
3apaBooxpanenus Pecnybnuku benapycs ot 07.08.2009 Ne 781. X

2]1. KivHMYecKHMHA mNpPOTOKOJ JMAarHOCTHKM M JIeYEHHS [ALMEHTOB C
Hac/le/ICTBEHHBIMH HEPBHO-MBIIIEYHBIMH 3a0oneBaHUsMH (B3pOC/Oe HaceleHHe):
ITocranosnenne Munucrepcrsa 3ipaBooxpanenus Pecniy6nuku benapycs 13.05.2025
Ne 42,

22. MeroauueckHe peKOMEHJAUWH 110 TMPOBEACHHIO AayAHOJOIMYECKOro
CKPUHHHIa M paHHEH NHArHOCTHKH HapyIUEeHHH cilyXa Y HOBOPOXKIEHHBIX M JeTei
panHero Bospacra: [Ipukas MunucrepctBa 3apaBooxpanenus PecnyOnuku benapycs
09.02.2023 Ne 184.

23. JluarHocTMKa ¥ JIeYEHHE MAUMEeHTOB C 3HJOKPHHOJIOTHYECKHMHU
3aboneBaHusAMH  (nerckoe  HaceneHwe)»:  [locraHoBnenne  MuHucTepcTBa
3apaBooxpaHeHHus Pecnybiuku Benapycs 23.08.2019 Ne 90.

24. ]JluarHoCTHKa M JIeYeHHe MAalUEeHTOB ¢ YHAOKPHHHBIMH 3a60JIeBaHHAMU
runodusa, HaAANOYEYHHKOB, roHaa (B3pocioe HaceneHue)»: IlocraHoBieHue
MunucrepcTsa 3apaBooxpanenus Pecriy6nnku Benapycs 21.06.2021 Ne 85.

25. DnexTpoHHBIH  yuyeOHO-MeTOAMYECKHH  KOMIUIEKC 1o  yuyeGHoil
AUCUHMIUTHHE «MeAULIMHCKas FeHEeTHKa»

https://etest.bsmu.by/course/index.php?categoryid=4
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IIEPEYEHB IPAKTHYECKHUX HABBIKOB

HaumeHnoBanue INPpaKTH4Y€CKOIr0O HaBbIKa <Dopma KOHTPOJIA NPaKTHYCCKOro HaBbIKa

C60p AHAMHECTHYCCKHX JAaHHBIX u | Bemmonnenue NPAaKTHYECKOIr'o HaBbIKa y

reHeaJIorHuecKoro aHamHesa MOCTETH NMalMeHTa

Hcnons3oBanue crneuHaIbHOMN | BhInosHeHne NpakTHYECKOro HaBbIKa y
NeHETHYECKOM TEPMHHOJIOTHH JIA | IOCTENH MalueHTa

onMcaHus GEeHOTHIA NMaLMeHTa

CocraBiieHHe poI0C/IOBHOIH Pelienne cMTYallHOHHBIX 3a1a4
Onpenenenune THINA HacneoBaHua | PemeHne cHTyallMOHHBIX 3a/1a4

3a00JIeBaHUA MK NpU3HaKa 3aboj1eBaHus
BoisBieHHe  KIMHMYECKMX  NPH3HAKOB | BRINOMHEHHME NPAKTHYECKOrO Y MOCTENH
HACJIC/ICTBCHHBIX, T'CHHBIX, XPOMOCOMHBIX | MalHeHTa

3a00neBaHHii M BPOXKACHHBIX TOPOKOB

Pa3BUTHA
Onucanue peHOTHNA NALMEHTa BeinonHeHHe MpakTHYECKOro y MOCTENH
nalMeHTa.
3anonHeHue y4ueOHOM KapThl
cTauoHapHoro (aMOyaTopHOro) nanMeHTa
Wurepnperaums pe3ysabTaToB | PelueHne CHTYalMOHHBIX 3a/1ay.
LUMTONEHETHYECKOIO0 M MOJIEKY/ISPHO- | BEINOMHEHNEe NpPaKTHYECKOro y MOCTelH
NEHETHYECKOrO HCCIICI0BaHHH naluueHTa
WUurepnperanus pe3ynbTatoB | PemieHne cHTyallMOHHBIX 3aay  *
HEOHATAJILHOIO CKPHHHHIA Ha | BeIno/MHEeHHe NpPaKTHYECKOro y MOCTENH
beHUIKETOHYPHIO, BPOJKJCHHBIN | MalMeHTa
THIIOTHPEO3, BPOXKIACHHYIO  I'MIIEPILIA3HIO
HAN0YEYHHKOB

dopmyHpoBaHHe NPEANoaoKHUTENBHOro | PelieHue cHTyalilmOHHBIX 3a/1ay.

JAMarHo3a  XpoMocoMHoOH  GosesHd M | BRImosHeHHE NPaKTHYECKOro y NOCTENnH
Haubosiee pacrpoCTPaHEHHBIX MOHOIEHHO | MalMeHTa

HacJe1yeMbIX CHHAPOMOB U 3a00s1eBaHMmii
Beisanenne nerelf ¢ MOBBIIEHHBIM PUCKOM | Pelienue cHTYallMOHHBIX 33184

pa3BHTHA MYJIbTH(AKTOpHAIBHBIX

3aboneBanuii

Wurepnperauus pe3ynbTaTtoB | Pemenne cuTyauMoOHHBIX 3a1ay
KOMOHHHPOBaAHHOIO MPEHATATBHOrO

CKpuHMHra [ TpumecTpa A1 BBHIABICHHA
BBICOKOTO  pHCKa 10  XPOMOCOMHOMH
NIaTOJIOTHH IUI0AA

3asenyrowmui kadenpoit A.B.Connuesa



