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MeTtoauyeckue peKoOMeHAAIMH 110 U3YYEeHHIO TEOPEeTHYECKOr0 MaTepuaJsia

[Ipy n3ydeHUH TEOPETUUECKOTO MaTepHaja HeoOXOIUMO HCHOJIb30BaTh
PEKOMEHIyeMYI0 OCHOBHYIO M JIONOJHHUTEIBHYIO JUTEPATypy ISl Jy4IIero
yCBOGHHSA MaTepuana. PekoMeHJOBaHHAs JOIMOJIHUTEIbHAS JUTepaTrypa u
WuTepHeT-pecypchl  MO3BOJSIOT  YIIIyOUTb U CTPYKTYPUpPOBaTh 3HAHUS,
MOJTy4YECHHBIE B XOJI€ ayIUTOPHON pabOTHI.

OcBanBaTh TEOPHIO CIETyeT B COOTBETCTBHU C TOW MOCIENOBATEIbHOCTHIO,
KOTOpasi MpeJ/ICTaBjlIeHa B IUIAHE 3aHATHM, NpUBEICHHOM Huxke. [Ipu nsydeHuu
MOJyJIsl clelyeT OOpaTUTh BHUMAaHHWE Ha B3aMMOCBS3b JIEKIMOHHBIX 3aHITUN
¥ 33/1aHUH JUISI CAMOCTOSITEIILHOTO BBIOJIHEHUS.

Monaynp BKIIOYaeT 4YeTbipe paszzaena. Bce pasnmenbl B3aMMOCBS3aHBI
C JIeKIMOHHBIM KypcoM. 3aBepllieHHe KaXIOro pasjena Iernecoo0pa3sHo
MOJIBITOKUBATH (PUKCAIMEH BHIBOJIOB MO U3YYEHHBIM TEMaM.

B mpouecce u3ydeHus marepuana IeIe€COOOpa3HO BECTH KOHCIIEKTHI.
@dukcanysi U3y4eHHOTO B BHUJE IUIAHA-KOHCIIEKTA HJIM OMOPHOTO KOHCIIEKTa
MO3BOJISIET ClieNaTh 3HAHUA CHCTEMHBIMH, 3a(UKCUPOBATh M 3aKPENUTh UX
B MIAMSITH.

[Ipy HEOOXOIMMOCTH COCTABIISIHTE IIIOCCAPHUM IO MEpE U3YUEHUS MOIYIIAL.
[Toabop u cucrematuzanusi TEPMUHOB, BCTPEUAIOIIUXCS MPU U3YUECHUU TEMBI,
pa3BUBAET CIIOCOOHOCTH BBIJCISTH TJIaBHBIC MOHATUS TEMbI U (HOPMYIHPOBATH
ux. Odopmienue BKIOYaeT B ceOsl Ha3BaHWE U 3HAYCHHE TEPMHUHOB, CJIOB
Y TIOHATUH B aJI(paBUTHOM HOPSAKE JIUOO IO TPYIITIE TEM.

Kaxxgoe mpaktuueckoe 3aHITHE PEKOMEHIYETCS HAUMHATH C HU3YUYCHHS
OCHOBHBIX MOHATUI W BOIPOCOB MO TEME 3aHATHS, pa3dopa YacTHBIX CIy4aeB,
HEOOXOIUMBIX JUIsi ocBoeHHsl TeMmbl. [locie dopmupoBanus HEO0OXOIUMOMA
TeopeTudeckoi 0asbl MpejiaraeTcs NepeiiT HemoCPEACTBEHHO K BBIOJIHEHHIO
MPAKTUYECKOTO 3a/IaHMsI/CUTYalIMOHHOM 3a7a4n (Keic-3aanus).

Ne I[IpumepHbIe TEMbI M IPAKTHYECKHUE 321aAHUA/CUTYAIlHOHHBbIE 321a4H
(keidc-3a1aHM)

1 Tema (mompasnmen): KiuWHHUKO-reHEaTOTHYECKWH METOJ: TIpaBUja COCTABJICHHS
ponocioBHOU. Ompesienenre TUIa HacaeA0BaHus 110 PEACTaBIEHHON POJOCIOBHOM.
1) 3amanme 1: cocTtaBbTE€ POJOCIOBHYIO IO MPEICTABICHHOMY OIKUCAHHUIO,

OMNpCAC/IMTC THUII HACJIICAOBAHUS.

2) 3amanmne 2: OmnpenenuTe TUN HACIEIOBAHMUS IO MPEICTABICHHOMN
POZIOCIIOBHOM, MPUBEIUTE MPUMEPHI HACIEICTBEHHBIX 3a00JIEBaHUN C 3TUM
TUTIOM HACJIEIOBAHMUS:




Tema (mompaszzen): MeToapl OLIGHKM T€HETHUECKOTO0 pHCKAa MpHU 3a00JeBaHUAX
C pPa3MUYHBIM THUIIOM HAcJeIOBaHUS W TIIPH KPOBHO-POJCTBEHHOM Opake.
[onmynAnOHHO-CTaTUCTUUECKUI METO/ B TEHETUKE YEJIOBEKA.
1) 3amanme 1: Onpenenure TeHETUYSCKUA PHUCK POXKICHUS OOJBHOTO
remodmineil A cblHa y JKEHIIMHBI, 4el Opar cTpagaeTr 3TuM 3a00JieBaHUEM,

a CympyT 37I0pOB

2) 3amanme 2: OmpenenuTe TEHETUYECKUH PHCK POXKACHUS OOIBHOTO
riyrapoBoii anuaypueii [ tuna pe6€Hka y KeHIIMHBL, 4eil OpaT cTpagaeT 3TUM
3a00J1eBaHUEM, €CIIHM YacTOTa 3a00JIEBaHMsI B OMYJISALMH COCTABIISAET a CYyNpyT
310pOB

Tema (moxpaszaen): MeToabl ncclie0BaHUS XPOMOCOMHOTO Habopa uenoBeka:

1) 3amanme 1: Kapuotumn pe6énka: 46,XX,der(14;21)(q10;q10),+21. O0bsicHuTE
pe3yibrar, Bamm neicTaus.

2) 3amanme 2: Kapuotun xoHcynsTupyemoit: 46,XX,t(10;13)(p15.3;921.33).
OO0mbscHuUTe pe3ynbraT, Bamm neiictus.

3) 3apanue 3: KapuoTun KOHCYIbTUPYEMOM:
mos 45,X[12]/47,XXX[6]/46,XX[3]. O0bsicHUTE pe3yibTaT, Balllk JCHCTBHUS.

4) 3amanue 4: OOBsACHUTE 3alKMCh MOJEKYISIPHOIO KapuoTumna, IuiaH Barmx
neiictBuii: arr[ GRCh38] Xp22.31(6467202_8091950)x0 mat

5) 3anmanme 4: OOBICHUTE 3amUCh MOJEKYJIsipHOro Kapuotuma: arr[hgl9]
22q11.21(18645354 21465750)x1. Haitgute ¢ ucnonp3oBanueM 0a3 JaHHBIX
OTKCaHKUE CUH/IPOMA, MTPEUIOKUTE TAKTUKY BEICHUS NAllUeHTa

Tema (moxpasnen): buoxumuueckue Mapk€pbl B JMATHOCTHKE OTICNIBHBIX TPYII
3a00seBaHui
1) 3amanue 1: Y KOHCYIbTHpPYEMOMW, ABOIOPOJHBIA OpaT KOTOPOHM cTpagaer
Ooneznpto  @Dabpu, mnpu  0OOCIEAOBAaHWM  OOHAPYKEHO  IOBBIMICHUE
KOHILIeHTpalmu riodorpuaosminceunrosuta (lysoGb3). O0wsicuure npuyny,
IPEJIOKUTE TAKTUKY BEJECHUS MallUEeHTa
2) 3amanme 2: Bbpl momo3peBaere 3a0oieBaHWE W3 TPYIIBI OPTaHHMYECKUX
arnypuil. Kakue 6moxuMudeckue uccie10BaHusl MOTYT MTOATBEpIUTH Bare
IPENON0KEHHE.




Tema (mompasmen): MoJeKyIIpHO-TEHETUYECKHE METOJbl  HACHTH(UKAIINI
M3BECTHBIX YaCThIX MYyTaIlMil B TeHAX HACJIEICTBEHHBIX 3a00JIEBAaHUI YeIOBeKa.

1) 3amanue 1: Bbl 3am0103puin y MalibuuKa 2-X JIET CIIMHAIBHYIO aMAOTPO(HIO.
Kakoe MomnekynsipHO-T€HETHYECKOE HCCIIeIOBaHUEe MNOATBepAUT Bam
JUAarHo3, KakoW MeToJ HCHojb3yerca. TpeOyloTcs Ju AOMOJHUTEIbHbIE
MCCJIEI0BAHMS TTEPEe]] HAaYaJIOM TEPANKH, B KAKUX CITydasx.

2) 3amanme 2: Kakoil MOJEKYJISIPHO-TEHETUYECKHH METOJ| HUCIIOIB3YETCS IS
OOHapyXeHHsI YacThIX MYTallud TpH KIACCHYECKOW (EHUIKETOHYPHUHU.
B cnydae, eciiu myrtanus He OyneT oOHapyXeHa KakOW CISTYIOIIUHA 3Tarl
JIMarHOCTHKHU.

3) 3amanwue 3: B pesynapTare MOJICKYISIPHO-TEHETHUECKOTO MCCIICIOBAHUS TeHa
PAH wna nanuuue 4acThIX MyTauuid OOHApy:K€H BapHaHT HYKJICOTUIHOMN
MOCJIEIOBATEILHOCTH: NM _000277.3(PAH):c.1222C>T(p.Argd08Trp)
B TOMO3UTOTHOM cocTostHuH. OOBSICHUTE pe3ynbTat, Bamm neicTBusl.

Tema (moapazaen): OCOOCHHOCTH HHTEPIIPETAIIUN PE3YyIbTATOB, TTOJTYYCHHBIX
METOJIOM BBICOKOTIPOU3BOJAUTEIIBHOTO MapauieTbHoTro cekBeHupoBanus (NGS):

MPHUHIIAITBE OIICHKU MATOTEHHOCTH MYTAllii, OTKPBHIThIE 0a3bl JAHHBIX MYyTalul
U IOTUMOP(U3MOB I'€HOB YelIOBEKa.
1) 3amanue 1: Ber Habmomaere peOEHKA, MONYYAOIIETO JICYCHHE 1O TOBOIY
dbeHunkeTonypun, OAHakKo dA(PGEeKTUBHOCTh JICUYCHUS  HEAOCTAaTOYHA.
[To pexomenmanuu Bpaya TEHETHKA OBLUIO MPOBEICHO MOJICKYISIPHO-
FeHEeTUYECKOEe HCCIIEJOBaHHE, B peE3yJbTaTe KOTOPOro  OOHapy»KEHO
JIBA BapHaHTa HYKJICOTHIHOHN MOCIEI0BATEILHOCTH:

1) NM_000277.3(PAH):c.1222C>T(p.Arg408Trp);
2) NM_000277.3(PAH):c.1342C>T (p.Leud48Phe)
[IpoBepbTe, NEHCTBUTENBHO JIM 3TO MOJATBEPKAACT TUATHO3, OOBSICHUTE OTBET.

Tema: [IporpamMmbl 1 METOJIbI IPEHATATFHOTO CKPUHUHTA OCPEMEHHBIX HA HATUYHE
XPOMOCOMHOM MATOJIOTUU ¥ BPOXKIEHHBIX IIOPOKOB PA3BUTHUS Y TUIO/A.

3amanme 1: YV Bac Ha mpuéme OepemeHHas, Cpok OepeMeHHOCTH 15 Hemenb,
OepemMeHHOCTh HacTynmmia B pesynbrare BPT-ODKO, mpu npeunMIuiaHTalinoHHOM
TECTUPOBAHUU SMOpPHOHA XPOMOCOMHBIX aHOMAIIMK HE OOHAPYKEHO; Pe3yIbTaThl
npeHaTanbHOro cKkpuHuHTa I TpuMecTpa (Astraia, Ha cpoke 13nen.+1n.): cB.p-XT'H
— 0,342 MoM; PAPP-A - 0,339MoM; npu Y3U mnoga — omdanomene HeOOIbITUX
pa3MepoB, pa3Mephl IJI0Jla COOTBETCTBYIOT HIDKHEW TpaHMIIEe ISl JaHHOTO CpOKa
recTaluy; WHANBUAYAIbHBIN puck Tpucomuu 21 — 1:1355 (auskuii, mpu 6a30BoM
pucke 1:68); puck tpucomuu 13 - 1:518 (mpakTHYECKH COOTBETCTBYET 0a30BOMY
pucky, 1:534); puck Tpucomuu 18 — 1:75 (npu 6a30BoM pucke 1:171), puck 3aaepKKu
pocta moaa 1o 37 vex. — 1:150 (BBICOKHIA).




8 Tema: OCHOBHbIE HampaBJCHHS MATOTCHETUYECKOTO JICYEHUsS HAa KOHKPETHBIX
npumepax.
1) 3anmanwme 1: B mpu€mMHBIN MOKOM MOCTYMIII MAIMEHT, MATBYHK 2 TOJIa, B CBA3HU
C CYyHOpOXHBIM cuHApoMoM Ha ¢one OPBMU, runeprepmun, pBOTH U
JUCTICTICUYECKHX siBJIeHUI. M3 aHaMHe3a M3BECTHO, YTO cTapiieMy Opary,6
JeT TMONrojAa Ha3zax ObUT YCTAHOBJIICGH ITUArHO3 — TIIyTapoBas amuaypus l
tumna. Bamr quarsos, TakTuka qeHCTBUM (AMArHOCTHKA, JICUCHUE).
2) 3amanwue 2: Ucnonb3ys KIMHAYECKUE PEKOMEHAAIIMN PACCUUTAUTE CYTOUHYIO

noTpeOHOCTh MUTAHUS VIS MAllMeHTa ¢ (PeHUIKETOHYpUEH, JeBOYKe 2-X JIeT
¢ Maccoii Tena 12 kr. [Ipeanoxxure MeHI0 Ha OJIMH JEHb.

3) 3apanue 3: ¥V Bac na npuéme math ¢ npodepbto 10 jer, crpagaroineit
denunkeronypueil. Jluarnos y peOGEHKa MOATBEPXKIEH MOJEKYISIPHO-
TeHeTUYECKUMHU MeTonamMu: B reHe PAH oOHapyXeHbl JBE MyTalllH
c.1222C>T(p.Argd08Trp) m ¢.838G>A  (p.Glu280Lys) B kommayHj-
reTepO3UrOTHOM COCTOSHUU. MaTh peOEHKa HACTauBaeT HA MOJHOW OTMEHE
JUETOTEPAIMM W JICYEHUU CAlpONTEPUHOM, HO TE€HETHMK CYUTAeT 3TO
HenonmycTuMbIM. [IpoBeaute Oecemy C Marepblo MAlMEHTKH, MPUBEIUTE
apryMEHTHI.

9 Tema: OCHOBBI OHKOT€HETHMKH: MEXAaHHU3Mbl PA3BUTHUSL OMYyXOJEH, CEMEUHBIN
Y HACJIEJICTBEHHBIN paK, HACJIEICTBEHHBIE OMYyXO0JIEBbIE CHHIPOMBI

1) 3amanme 1: Y KOHCyIbTHpYyEeMOW IO JIMHUM Marepu y O0alOymiku u
y JABOIOPOJHOM cecTpbl (H0Ub TETH) paKk MOJOYHOM Kele3bl, y BTOPOH TETH
[0 JIMHUM MaTepu — pak xenynaka. Kakoe reHernyeckoe TeCTHMpPOBAHUE
ClIeyeT Ha3HAYUTh (TPEIIOKUTE TOCIE0BATEIbHYIO CXEMY AUArHOCTHKH).

10 Tema (mompasznmen): ['eHoTepamus M TeHHO-KJIETOYHAs Tepanus MOHOTEHHBIX
0oJ1e3Hel 1 OHKOJIOTHUECKUX 3a00JIeBaHUH.
1) 3amanue 1: Ob6ocHyiiTe 11€1€c000pa3HOCTh pa3pabOTKK MPOTOKOIA TEHHOM
TEpanuu JUIsl JICUEHHs! JaTbTOHU3MA, (PEHUIIKETOHYPHH.

Bonpocs! 11 IpoMe:KyTOYHOM aTTEeCTALMU:
L. Hcropusa, nenm, 3amauyd M NEPCHEKTUBBI Pa3BUTUA MEIULIMHCKON
TCHETUKU.  ONUACMMOJIOTHS  HACJIECACTBEHHOW M BPOXKIAEHHOM  IIATOJIOTMH.
Knaccudukanus HacieCTBEHHON TaTOJOTUU.

2. BposxJieHHbIE aHOMaJIMK U IOPOKHU Pa3BUTHS: IOJIXO/IbI K KJIaCCU(PUKALIUH,
PUMEDBI.
3. XpoOMOCOMHAsI MATOJOTHS: MEXaHU3Mbl BO3HUKHOBEHHUSI YHUCJIOBBIX

HapymeHI/Iﬁ XPOMOCOMHOI'O Ha60pa, KIIMHUKO-IUTOI'CHCTUYCCKUC XaAPAKTCPUCTHKU
YaCTbIX XPOMOCOMHBIX CHHAPOMOB U MCTO/JIbI UX NTUATHOCTUKUU HpO(I)I/IJ'IaKTI/IKI/I.

4, XpOMOCOMHaH I1IaToJIOTHUA: MUKPOACICHINOHHEBIC )41
MUKPOAYIUIMKAIIMOHHBIC CHUHAPOMBI - MCXAHU3Mbl BO3HHKHOBCHHUA, KIIMHHUKO-
ONUTOTCHECTUYCCKUC XAPAKTCPHUCTUKHU HanOO0JIee YaCThIX XPOMOCOMHBIX CHHAPOMOB,
MCTOAbI ATMArHOCTHUKH.
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5. HacnenctBeHHbie  HEPBHO-MBIIIEYHBIE  OOJIE3HU:  KJIacCH(UKAIIHS,
ATUOMATOTCHETUYECKUE W  KIMHUKO-TCHETHUYECKHE  XapaKTEPUCTUKH, METOJbI
JTMarHOCTHKH.

6. Hacnencrennsie 605e3HM, 00YCIOBICHHBIE YKCIMAHCUEH HYKJICOTHIHBIX
MOBTOPOB: ITHONATOICHETHYECKWE W KJIMHUKO-TCHETUYECKUE XapaKTePUCTHKH,
KJIaCCU(UKAIUS, METOIbI JUATHOCTHKH.

7. HacnenctBennsie HapymieHus oOOMEHa BeHIECTB: 0OOmas KIMHUKO-
TCHETHUYECKasl XapaKTEePUCTHUKA, IPUHIIUATIBI 1 METOBI JUATHOCTUKH U TEPAIIUH.

8. AMHWHOAIUIONIATAN U OPTAaHUYECKUE AIUAYPUU: KIMHUKO-TCHETHUUECKHE
XapaKTePUCTUKHN HanboJIee YacThIX, METOABI TIMAarHOCTUKHU, PUHITUIIBI TEPATTHH.

9. Hapymenust oOMeHa yriaeBOMOB: ATHOJOTHS, TIAaTOT€HE3, KIWHUKO-
TCHETUYECKUE XaPaKTEPUCTUKH, METOJIbI JMATHOCTUKH Y TIPUHITUIIBI TEPAITUH.

10. Hapymienus oOmeHa JMNUIOB: OTHOJOTHSA, IaTOreHE3, KJIMHUKO-
TEHETUYECKUE XapaKTEPUCTUKU, METOAbI JUATHOCTUKH U IPUHLIUIBI TEPATIUU.

11. MutoxoHapHuaibHble  OOJIE3HW: JTHOJOTHS, TAaTOTeHEe3, KIMHUKO-
TEHETUYECKUE XapaKTePUCTUKU, METOIbl IMAaTHOCTUKHU U MIPUHIIUIIBI TEPATIHH.

12. [lepokcucoMHBIE W JU30COMHBIE OOJE3HM: OTHOJIOTHS, TATOTEHE3,
KJIIMHUKO-TCHETUYECKUE XAPaKTEPUCTUKH, METOAbl JHUAarHOCTUKH MW IPUHIIUIIBI
Teparuu.

13. CkeneTHplE M COCOUHHUTEIIBHO-TKAHHBIC  JMCIUIA3MH:  OTHOJIOTHS,
MaToreHe3, KIMHUKO-TCHETUYECKUE XapaKTEPUCTUKH, METOAbl JUAarHOCTUKHU U
MPUHLUIBI TEPAITUH.

14. HacnencrBennble 00J€3HM KpPOBHM: 3THOJIOTHS, IMaTOTE€HE3, KIMHUKO-
FEHETUYECKUE XapaKTEPUCTUKU, METOAbl TUATHOCTUKU U MPUHIIUIIBI JICYEHUSI.

15. MoHOTreHHbIE CUHAPOMBI C HAPYLICHUSIMU TOJOBOTO Pa3BUTHS: 3TUOJOTHS,
MaTOreHe3, KIMHUKO-TEHETUYECKUE XApPAaKTEPUCTUKH, METOAbl JHATHOCTUKU U
MPUHIIUIIBI JICYCHUS.

16. MynbTudakropHas naToJIOTHs: 00Ias XapaKTepUCTUKA M MEXaHU3MBbl
MaTOreHe3a.
17. OCHOBBI OHKOT€HETHKHU: MEXaHU3Mbl Pa3BUTUS OIYyXOJIEH, CEMEHHbIN

W HACJEJCTBEHHBIM pak, HACJIEICTBEHHbBIE OMYXOJEBbIE CHUHIPOMBI, OIEHKA PHUCKA,
MPECUMITOMATUYECKAs] MOJICKYJIIPHO-T€HETUYECKasl TUAarHOCTHKA.

18. OcHOBHBIE  MPUHIMUIBLI  JICYEHHUS]  HACJIEACTBEHHOW  MATOJOTHM.
[lepcriekTUBBI pa3BUTHS T€HHOW TEPAIIUH

Opranu3zaiusi MEJUKO-I€HETUYECKOM MOMOIIY HACETIEHUIO.

20. Knnuuko-reseanornueckui METO/I: BO3MOYKHOCTH METO/1A.
XapakTepuCcTrKa TUIIOB HACIIEIOBAHMUSI.

21. [TonyAsIMOHHO-TEHETUYECKHUE U ATTUEMUOTIOTUUECKUE UCCIEA0BAHUS, UX
3HaueHue. [lonynsaimoHHO-CTaTUCTUYECKUI METO/I B TEHETUKE YEIOBEKA.
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AHaJIN3 TEHETHYECKUX OCHOB MHOTO(aKTOpHBIX 3a00aeBanunii. GWAS

23. MeTopl OLIEHKH T€HETHYECKOTr0 pUcKa MpH 3a00JIEBaHUAX C Pa3IMYHbIM
TUIIOM HAaCJEI0BaHUS U NPU KPOBHO-POJICTBEHHOM Opakxe.

24, Meroabl UCClIeI0BaHUsS XPOMOCOMHOTO HaOOpa 4enoBeKa: CTaHAapTHOE
LHUTOT€HETUYECKOE UCCIIEI0BaHNE (ITOKA3aHMsl, BO3MOKHOCTH U OIPaHUYEHUS )

25. MonekyIapHO-IIUTOTEHETUYECKUE ~ METOJAbl  JIMarHOCTHKM  HapylIeHUH
XpoMocoMHOro HabOopa uyenoBeka: meron FISH (mokasanus, BO3MOXKHOCTH U
OTPaHUYECHMUS).

26. MoneKyIIpHO-LIUTOT€HETUYECKUE METO/bl JAMArHOCTUKH HApYyIICHUN
XxpoMocoMHOro Habopa uyenoBeka: XMA, CGH (moka3aHus, BO3MOXXHOCTH U
OTPaHUYCHHUS).

IlepeyeHb OCHOBHOU M [JONMOJHUTEJbHOW Y4eOHOH JUTEpaTypbl, HEOOXOMUMOM 1JIA
O0CBOEHM S TUCUUIJIMHBI (MOLYJIs1)

OcHoBHas1 UTEpaTypa

1. Cueituepc M.P., Autonapakuc C.E., Motyncku A.I'. I'enetuka venoBeka no dorento u
Mortyncku. [Ipo6siemst u noaxonst. C.-I1.: M3narenscteo H-JI, 2014.

2. MenunuHckas renetuka: yaeOHuk / mog pen. H. I1. boukosa. - MockBa: [DOTAP-Menua,
2022.-224 c. - ISBN 978-5-9704-6583-7

3. leneruka: yueOHMK nns  By3oB/moj pea. B.M. HMBanoBa — M.: AkajgeMKkHUTA,
2006, 2007. — 638 c.: uin. — ISBN 56-0685-680-5

4. Menununckas reaetuka. — Hetoccoaym P.JI., Mak-Uunec P.P., Bumapg X.®. IlepeBog ¢

anria. AL Jlaremos / [Tox pen. H.IL. BoukoBa - MockBa: [DOTAP-Menua, 2010. - 624 c.

JonoaHuTebHAs IUTEpaTypa

1. MenunuHCcKasi TEHETHKA: HallMOHAJIbHOE pyKoBojacTBO / 1iof pen. E. K. I'mutepa, B. I1.
[Ty3eipeBa, C. U. Kynesa. - MockBa: [DOTAP-Menua, 2022. 896 c. (Cepus "HaunonanbHbie
pyxoBojactBa'") - ISBN 978-5-9704-6307-9

2. HacnencTBeHHbIe OONIE3HU : HAIIMOHAIBHOE PYKOBOJICTBO: KPATKOE U3/IaHUE

/ mon pen. E. K. I'murepa, B. I1. ITy3bipeBa. - MockBa : ['90OTAP-Menua, 2019. - 464 c. : . -
464 c. - ISBN 978-5-9704-4981-3.

3. UsanoB B.U. I'enomuka — meauimae. M.: Akagemkuura, 2005.
4. Adonwkun C. 3Haii cBou rensl. M.: A.B.K., 2001.

Ilepeyens pecypcoB HHPOPMANUMOHHO-TEICKOMMYHUKANUMOHHOM cetHn «HHTepHeT»,
HEeO0XO0AUMBIX JIJISl OCBOCHU S JUCHHUIJIMHBI (MOIYJIs1)

- PubMed (https://pubmed.ncbi.nlm.nih.gov/)

- OrkpsiTas 6a3a gaaasix OMIM: https://www.ncbi.nlm.nih.gov/omim
- ClinVar (https://www.ncbi.nlm.nih.gov/clinvar)

- dbSNP (https://www.ncbi.nlm.nih.gov/snp/)



- Varsome (https://varsome.com/)
buonndopmarmonnsrit mopran GeneCards https://www.genecards.org/

- Protein Data Bank (Research Collaboratory for Structural Bioinformatics
https://www.rcsb.org/)

- Orkpsitas 6a3a nanasix DECIPHER: https://www.deciphergenomics.org/
- Face2Gene (https://www.face2gene.com/)
- https://library.mededtech.ru/



27. buoxumuueckue MeTOAbl U OMOXMMHYECKHE MapKEpPhl B JUArHOCTHKE
HACJIEICTBEHHBIX 0O0JIE3HEN.

28.  MonekynsapHO-TeHETUUECKUEe METOJbl  HMACHTHU(PUKAIUU  H3BECTHBIX
YaCThIX MyTallUil B T€HAX HACJIEICTBEHHBIX 3a00J€BaHUI UEIOBEKA.

29.  MeToapl CEKBEHUPOBAHMSI HYKJIEOTUAHOMN IOCIEN0BATEIBHOCTU: IPSIMOE
aBTOMAaTUYECKOE CEKBEHUPOBAHUE.

30. MeTtoabl CEKBEHUPOBAaHUS HYKJICOTHIHOM MOCIEA0BATEIBLHOCTHU: MPSMOE
aBTOMATUYECKOE CEKBEHHUPOBAHUE (BOZMOKHOCTU M OTPAaHUYCHUS).

31. Metoa BBICOKOIPOU3BOAUTENHLHOTO MApaIEIbHOIO CEKBEHHUPOBAHUS
(NGS): (BO3MOXHOCTH ¥ OTPAHUYCHHS).

32. IlpuHUUMIIBI OLEHKM NAaTOr€HHOCTH MyTauluil. OTKpbITbiE 0a3bl JaHHBIX
MyTaluid U MOJMMOP(U3MOB I'€HOB YEJIOBEKA B JUArHOCTUKE HACJIEICTBEHHBIX
oosie3neit. baza manaeix OMIM.

33.  IIporpaMMsbl U METO/BI HEOHATAIBHOTO CKpUHUHTA B Poccuu.

34. IlporpaMMbl U METOJbl IIPEHATAJIBHOIO CKPUHUHIA OEpPEMEHHBIX
Ha HQJIWYUE XPOMOCOMHOHM MAaTOJIOTMM U BPOXKAEHHBIX IMOPOKOB pPa3BUTHUS
y IJI0/1a.

35. Meroasl UCNIOJIb3yEMbIE B IPEHATAILHON TUAarHOCTHKE.

36. llpeuMninaHTaLMOHHOE TECTHUPOBAaHUE OJACTOIMCT HA AaHEYIUIOUIUU
Y NIPEUMIUIaHTA[MOHHAs IMarHOCTUKA MOHOT'€HHBIX HACJIEACTBEHHBIX O0JIE3HEM.
37. OcHOBHbIE HamNpaBJICHUS MATOTCHETHMUYECKOTO JICUEHUS HACJIEICTBEHHBIX
0one3Heit ooOmMeHa.

38. I'eHoTepamnus ¥ reHHO-KJIETOYHAs TEpANNsi MOHOIEHHBIX 00JIe3HEN

39. T'eHorepanusi U reHHO-KJIETOYHAs TEpanusi OHKOJIOTMYECKUX 3a00JIE€BaHUM.
40. @apmakoreHeTwka: UeaM W 3amaud. [loaumopdHbBIE  BapUaHTHI,
aCCOLMMPOBAHHbIE C M3MEHEHUEM (hapMaKOJMHAMUYECKUX I1apaMeETpPOB.
dapMakoI0ruuecKuii OTBET IPU HACIIEICTBEHHBIX 00JIE3HSX.






