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abJoaeMblii B IMOCJIEIHUE AECITUICTUS TPO-

rpecc B 00J1aCTU MEAMIIMHCKOM TeHETUKU MPU-

BeJI K pa3paboTKe ¥ BHEIPEHUIO B KIMHUYECKYIO
MPAKTUKY METOJ0B MOJIEKY/ISIPHOM TMAarHOCTUKH, TTI03BO-
JISIIOIIE} OnpenesiTh MHAMBUAYaJTbHbIC COCTOSIHUS HE
TOJIKO OTAEIbHBIX XPOMOCOM U T€HOB, HO M TeHOMa B 1ie-
JioM. B HacTosiiiee BpeMsi aKTUBHO MCCJIEIYIOTCSI aCCO-
LIMAlMKU MEXIY CTPYKTYPHBIMU OCOOCHHOCTSIMU TE€HOB,
peryasinMeil uX 3KCIpPeCcCUu U pa3IMYHbIMU TaTOJIOTH-
YEeCKMMM COCTOSTHUSIMU YeJI0BeKa. DTO KacaeTcsl He TOJIb-
KO OTHOCHMTEJIbLHO PEIKMX HACJIeICTBEHHBIX 3a00JieBa-
HUI1, HO U HauboJIee pacIpOCTPAaHEHHBIX COLMATbHO 3Ha-
YUMBIX MHOTO(MAKTOPHBIX 0OJe3HEil, B 3TUOJOTUMN
KOTOPBIX CYIIECTBEHHYIO POJIb UTPAET HACJeACTBEHHAsI
npenpacnoiaoxXeHHocTb. Ha 3Tolt ocHOBe mpemiaraloTcst
MPUHIUMITMAIBHO HOBbBIE MOAXObI K TPOMUIAKTUKE U JIe-
YEHUIO MHOTHX Oosie3Heil uesoBeka. Takum oOpa3oM, re-

HEeTHMKa HAaXOAUTCS Ha MepeOBOM Kpae pa3BUTHS MeIU-
LIMHBI U COCTABJISIET OCHOBY €€ OyAyllero.

OpnHako nojassitolliee OOJbIIMHCTBO Bpayeid, Mperno-
JaBatesieil U CTyIeHTOB MeIMLIMHCKUX BY30B He 3HaKoMbl
C 9TUMU JOCTMKEHUSIMU U BOSMOXKHOCTSIMU MX MIPaKTHUYe-
CKOTIO MCMoJIb30BaHus. B cBsI3U ¢ 3TUM Ha3pesa HeoOXo-
JIUMOCTb CYIIECTBEHHOTO MTOBBILLIEHMS YPOBHSI X T€HETHU -
yeckoro oopazoBaHusi. [1o HalleMy MHEHUIO, CIBUT B Te-
HETUYECKOM MBILIJICHUM Bpaya MOXKET MTPOU30MTH TOJIbKO
B TOM CJIyyae, eCjIv B yueOHbIe MPOrpaMMbl KaxKI0M CIIeL-
aJTM3UPOBAHHON MEIULIMHCKOI Kadeaphl OyayT BBeIEeHbI
CBEIIEHUSI, KaCaloII1ecs MOJIEKYJISIPHON 3TUOJIOTUH U Ma-
TOTeHe3a HACJAEeACTBEHHbIX U MHOTO(aKTOPHBIX 3200/1eBa-
HUIA, COOTBETCTBYIOIIUX TEMAaTUKe 3TUX Kadeap. B cBs3u
C 3THUM Hazpesia HeoOXOIMMOCTh pa3pabOTKU Crie -
3UPOBAHHBIX YUEOHBIX MPOrPaMM IO TeHETUKE ISl Tpe-
rojaaBatesieil ¥ Bpaueil pa3IMyHbIX MEAULIMHCKUX MPOdU-
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KPATKWE COOBLLEHNA

Jieil (OHKOJIOTOB, KapIMOJIOTOB, HEBPOJIOTOB, TICUXUATPOB,
MyJIbMOHOJIOTOB, TeMaTOJIOTOB, SHAOKPUHOJIOTOB U 1Ip.).
B xadecTBe OCHOBBI IJIST pa3pabOTKU TOAOOHBIX TIPOTPaMM
MBI MOXEM PEKOMEHI0BATh TIOATOTOBICHHBIM 1 M3TaHHBII
Kadenpoii oouel 1 MOJIEKYJIIpHOI MEIUIIMHCKOM TeHe-
tukn CITOI'TIMY yueonnk «KnmHWYecKasgs TeHeTHKa»,
B KOTOPOM OT/IEJTbHBIE TJIaBbI ITOCBSIIICHBI OTTMCAHUIO Ha-

CJIEICTBEHHBIX 3a00JIeBaHUI ¢ MPEUMYIIIECTBEHHBIM MO~
paxkeHueM orpeneseHHol cuctemsl [1]. B aTom yueOHuKe,
Hapsiny ¢ KIMHUYECKON XapaKTepUCTUKOM COOTBETCTBYIO-
KX 3a00eBaHU, MPEACTABACHO OMMCAHE MYTaHTHBIX
T€HOB, MEPBUYHBIX OMOXUMUYECKUX Ae(PEKTOB, CIIeKTpa
U 4aCTOT MyTallMil B Pa3JIMYHBIX MOIMYJISLIMSIX, BOZMOX-
HOCTU MX MOJIEKYJISIPHON TUarHOCTUKM.

Tabnuya 1
HacnepcTBeHHble HePBHO-MbILIEYHbIE N ApYyriie 60/1e3HN HePBHOI CUCTEMbI

ITporpeccupyiotas rceBaorumeprpoduyeckass muonrctpodust JdromneHHa-bekkepa 1 ayToCOMHO-PEIeCCUBHBIE «TIOIIIEHHO-TTOT00-
HbIe» MuoaucTpodun. KoHeuHocTHO-TIOsICHast MuOnIUCTpodust. Mepo3uH-aeduintHas MuonaTust. Muonucrpodus Dmepu-Jpeiidyca

HemanunoBast muonatusi. [latoreHeTnyeckasi Kjiaccudukalys MUOMATUIA U MbILIEUHbIX TUCTpoduit. JIuiie-10naToyHo-ieyeBast Mbl-
eyHast nucrpodus Jlanaysu-JexepruHa. Muoronndeckasi nuctpodusi. bonesnu akcrnaHcuu.

HacnenctBeHHble criMHalIbHbIe aMMoTpoduu. HacnenctBeHHble nonvHeBponatuu. BAC.

HacnenctBeHHbIEe MUOTOHUM U MUOTUIETUM — HEPBHO-MBILICYHBIC KaHAJIOIIaTUuMU. HacnenctBeHHbIE MUACTEHUM

HacnencrseHHbie 3a00ieBaHUsI C NPENMYIIECTBEHHBIM ITOPAaKEHUEM HHpaMI/II[HOﬁ n KOOpI[HHaTOpHOI‘;I cucrem. CriacTuyeckas naparuie-
Tusd. CHI/IHOLlepeﬁepaI[LHaﬂ aTaKkCcusd. KOH(i)OpMaL[I/IOHHbIC 6osie3Hu Mo3ra. CeMeitHast reMUTLIETMYecKast MUTPEHD.

HacnencrseHHble 3a001€BaHMS C TPEUMYIIECTBEHHbBIM l'[Opa)KCHI/ICM3KCTpaF[I/IpaMHI[H0ﬁ cuctembl. bone3Hb napKI/IHCOHa. MpbleyHbIe
JUCTOHUM

dakomarTo3bl, WIK HEMPOKYTaHHbIE CMHAPOMbI. HelipodnbpomaTos 1 1 2 Thia, Ty0epo3HbIil cKiIepo3, cuHapom I'unmnens-JInHmay

HacnenctBeHHbIe (POPMBI SMUIIETICUMN

JlabopaTtopHast AMArHOCTHKA HACJIEACTBEHHBIX 0O0JIe3HEelT HEPBHOI CHCTEMBI Ha MIpUMepe TyOepO3HOro cKiiepo3a, cuHapoma [urmresnsi-
Jlunpay, Heiipodudpomarosa 1 u 2 tumna (0OydarOmIMii CUMYISILUOHHBII KypC)

Tabnuuya 2.

HacnepcTBeHHble SHAOKPMHONATUN, MOHOreHHble ¢popMbl U reHeTUYeckue pakTopbl pucka gnaberta 1 1 2 TNOB

HacnencTBeHHBIN abIOCTEpOHU3M. BpOXIEHHBIN TMITOATBIOCTEPOHU3M . HaciencTBeHHBIN TUIepaabIoCTePOHI3M, 00YCIOBICHHBIN
MYyTAIMSIMU B TeHaX MIOHHBIX KaHAIOB. [ eHeTHYecKasi reTeporeHHOCTh cuHapoma baprrepa. [lceBnorunoanbaocTepoHu3M, 00yCIOBICH-
HBII MyTaIMsIMU B TeHAaX SIUTETNATBLHBIX HATPUEBBIX KaHaoB. Hapymienne paboThl THasum-4yBcTBUTEeNbHOTO Na-Cl—xoTpaHcmopre-
pa Kak MpUYMHA pa3BuTusl cuHapoma ['opmoHa

Tunoduzapubiit HaHu3M. CeMeliHast U30JIMPOBAHHAsI HEOCTATOYHOCTL TOPMOHa pocta, cuHapoM Kosapckoro. Cunapom JlapoHa, wim
HEYyBCTBUTEILHOCTD PelleNnTopa FOpMOHa pocTta. MyTalluu B reHax MHCYJIMHOMOn06HoTO (hakropa pocta 1 u ero perentopa. [Tanrumno-
MUTYWTapHAsT KAPJIMKOBOCTh, KOMOMHUPOBAaHHAST HEJIOCTATOYHOCTb TOPMOHOB runodu3a. Pojib TpaHCKPUITIIMOHHBIX (PaKTOPOB B PETYJIsI-
1IN CUHTE3a U CEKpEeIMy FTOPMOHOB POCTa

HacnencrBeHHble 60JI€3HM TUPEOMIHOTO 0OMeHa. HeoHaTalbHBI CKPUHMHT BPOXIEHHOIO TMITIOTUPE03a. MyTalluu B TeHaX PeLeNTOPOB
TUPEOTPOITHOTO TOPMOHA. P0JIb TPAHCKPUITIMOHHBIX (haKTOPOB B (POPMUPOBAHUU MaTbL(OPMALMii [IMTOBUIHOM KeJIe3bl

Accolmalisi MHIeKCa Macchl Tejia ¢ MoJMMOPGHBIMU aJUIeISIMU TeHa pelienTopa 4 MeJlaHOKOPTHHA. [eHeTryecKast reTeporeHHOCTh Ha-
CJICICTBEHHBIX (DOPM OXMPEHUs: TOMUHAHTHbIE MyTaluu B reHe MC4R, peliecCHBHbIC MyTallMM B Te€Hax JIeNTHHA, €ro pelentopa u
MIPOrOPMOHOBOI KOHBepTasbl 1 . MaxopHast mytanus (A236G) B reHe MpOONMMOMeTaHOKOPTUHA.  OXXUpEHUE B CTPYKType MOHOTEH-
HBIX CUHIIPOMOB

CTpyKTypa reHOB IIaBHOTO KomIuiekca rucrocopmectumoctt (MHC). Accounanms auteneit DR3, DR4 u DQ-beta HLA-10KycoB ru-
crocoBmectumoctu ¢ U3C/I. TpotekTuBHbie amiean HLA-kommuiekca (DR2, DRS). [Ipyrue renetudeckue aktopsl pucka M3CJI (mo-
numopdHbie ajuteau reHoB PTPN2, C1I20RF30, ERBB3, KIAA0350 v np.)

MuTtoxonnpuansHbie hopmbl MHC/. [eHeTHuecKast reTepOreHHOCTh ayTOCOMHO-IOMUHAHTHOTO «InabeTa B3pOCIOro TUTIA Y MOJIO-
nbix», wii MODY-1uabeta. MyTaluu B reHe TJIFOKOKMHAa3bl. MyTallMM B IeHax reraToluTapHBIX SIEPHBIX (haKTOPOB, MaHKpeaTnye-
CKOTO TPAaHCAKTUBATOPA, TPAHCKPUITIIMOHHBIX (haKTOPOB, MAHKPEATUUECKOTO JTUTIOTUTUIECKOTO (hepMeHTa ,MHCYJINHA, HEPelenTop-
HOI TUpO3MHKMHa3bl B-kietok. Kimmanyeckuii monmumopbusm MHC], o0ycioBIeHHOTO MyTalMSIMU B TeHE MHCYJIMHOBOTO pelienTopa

I'enernueckue daxropsl pucka MHC/. Accotmaiivsi 3a00s1eBaHus ¢ HapyleHUIMU (HOPMUPOBAHUS XKUPOBO TKAHU U MEPEKMCHOTO OKUC-
JIEHUS JIMTTUA0B, O0YCIOBIEHHBIMU MPUCYTCTBUEM (DYHKLIMOHAIBHBIX TOJUMOpGhU3MOB B reHe ramma-peuentopa PPARG . TTonumopdHbie
IeIM TeHOB TPAHCKPUITIIMOHHBIX (DAKTOPOB, AIMTTOHEKTUHA, KAJIMEBBIX KAHAIIOB, MHTEPJICUKIHA-6 U Jp.

JlaboparopHast nuarHoctika MODY-aua6era (00yyaroumii CUMYJISIIMOHHBIN KypC)
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Tabnuua 3

HacnepctBeHHble Ancnnasuy coeANHUTENbHON TKaHU, 06ycnoBAeHHble MyTaunaMn
B reHax 6e/1kOB BHEK/IETOYHOI0 MaTpuKca 1 perynatopoB mopdoreHesa coeAUHNTENbHON TKaHN

Pa3Hoo0Opasue u CTpyKTypa KOJUIareHOBbIX OEJIKOB U reHOB alib(a-ueneit koyutareHoB. HacnencrseHHsle kostareHonatuu. Kosutarex I tu-
na. HecosepiueHHslii ocreoreHes. Kosarex 11 tuna. Kinnnuyeckuii nonumopdusm «kosutareHonatuu 11 Tuna». Xonapoaucriasum, oo-
YCJIOBJIEHHBIE MYTALIMSIMUA B TeHAX MMHOPHBIX XPSILIEBbIX KOJIIATEHOB.

Konnaren II1 Tuna. I'eHeTnyeckasi reTepOreHHOCTh U KIMHWYECKUIA TToJiuMopdhu3M cuHapoma Diepca-Jlanio. «AprepuanibHblil» THIT
3a00J1eBaHMsI.

Komnaren 1Y tuna..Cunnpom Anbrnopra. KnnHuueckue nocieactsus Mytauuii B reHax kosaareHoB VI tuna, VI, XVII u VIILXVIII tunos

Cunapom Mapdana. HacinenctBeHHble (hubpuamHonaTuu. MyTaluu B reHax 3i1acTiHa U puodyamHoB PasHooOpasue, cTpyKTypa u yHK-
LIMU MTPOTEOTTMKAHOB. MyTalluy B reHaX MPOTEOrTMKaHOB

Posnb TpaHchopmupylolero hakTopa pocTa U CUTHAJIBHBIX TyTeit, ornocpenyembix Tgf3,B maroreHese «MaphaHOIOI00HbIX» CUHIPOMOB.
Cunnpom Jlyuca-/Iutua

HacnencrBeHHble cuHOCTO3BI. PazHOOOpasue u cTpykrypa prudpo0iacTHbIX (haKTOPOB pOCTa U UX PELENTOPOB. KianmHUYeckuii noinumop-
usm 3aboneBaHMit, 00YCTOBICHHBIX MyTallusiMu B reHax FGFRI, FGFR2 u FGFR3. MaxopHble MyTalluu B TeHaX PelenTOpoB. (hudpo-
GaacTHbIX akTopoB pocta ( P252A, N540K, K650N, Q, M, R248C)

I'uroxoHapoIIa3us, aXOHAPOIIa3Ks, TaHaTohopMHas AUcIuia3us. ['eHeTudecKas reTepOreHHOCTh HAaCIeACTBEHHBIX KPAHMOCUHOCTO30B.
Cunapombl Kpysona, INdaiiddepa, Anepa.

JlabopaTopHast TMarHOCTMKa HAcIeACTBEHHBIX KPAaHUOCMHOCTO30B Ha npuMmepe cuHiapomoB Kpysona, [daiibdepa, Anepa (obyuaro-

LM CUMYJISIUMOHHBINA KypC)

IMonroToBka mpernogaBatesieii MEAUIIMHCKUX BYy30B
110 TeHETUKe JIOJKHA ITPOXOIUTh HE TOJBbKO Ha Kade-
Ipax MEIULIMHCKON reHeTMKN MHCTUTYTOB yCOBEPILIEH-
CTBOBAHMSI Bpaueil, HO U B TTPOMWIbHBIX LIEHTPaxX, KOTO-
pble MOTYT ObITh CO3JaHbl HAa 0a3e yUeOHbIX U HayyHBIX
YUPEXKACHUI C MPUBJICYCHUEM CIIEIIUATUCTOB, UMEIOIINX
MPaKTUYECKUI OITBIT MTPOBEACHNUSI T€HETUUECKUX MCCIe-
JIOBAaHUI B COOTBETCTBYIOIIMX 00JIACTSIX MeIUIIMHBL. [1o-
JM00Hasi MOArOTOBKA MO3BOJIUT B AaJbHEMIIIEM BHOCUTD
COOTBETCTBYIOIINE KOPPEKTUBEI B yUeOHBIE ITPOTrpaMMBbI
JUJISI CTYIE€HTOB.

Ha xadenpe ob1eit 1 MONEKyIIpPHON MEAULIMHCKOM
redHetuku CIT6I'TIMY, Bo3rnasnsemoii wi-kopp. PAH,
npodeccopom E. H. UMssHUTOBBIM, pa3paboTaHbl crie-
LIMAaTM3UPOBAHHBIE TTPOrPaMMBI [UIS TIpeTiofaBaTesieii pas-
JIMYHBIX MEIUIIMHCKUX TTPOdUIeii — OHKOJIOTOB, Kapau-
0JIOTOB, HEBPOJIOTOB, MCIIACTOJIOTOB, T'MHEKOJIOTOB,
MMMYHOJIOTOB M 9HIOKPUHOJOTOB. MBI HavyaJln arpo-
Gauwmio 3Tux mporpamMm Ha 6aze ®@IT u AT10 CIIGITIMY.
OTU NporpaMMbl CoepKaT OOLIYIO TEHETUUECKYIO YacCTh,
HO I10 CBOEMY OCHOBHOMY COJEP>XXaHWI0 OHU CYIIIECTBEH-
HO paziuyalorcsi. B kayecTBe npumepa, B Tadaunax 1-3

MpeaCTaBIeHbl yUeOHbIe MTPOrPaMMBbl MO MOJIEKYJISIPHOM
HEBPOJIOTMU, SHIOKPUHOJIOTUM U HACJAEACTBEHHBIM (hop-
MaM JIUCIUIa3uU COCIUHUTENbHON TKaHU.

B 3akitoueHue xoueTcs elle pa3 MogYepPKHYTh, YTO
pacindpoBKa MOJEKYISIPHO-TEHETUYECKUX OCHOB 3THUO-
JIOTUU U NTATOTEHE3a OTHOCUTENILHO PEIKUX HACIEICTBEH -
HBIX OO0JIe3HEl, KOTopasi CTAHOBUTCSI BO3MOXHOM Toce
UIEHTU(UKALMY COOTBETCTBYIOIIMX MYTaHTHBIX T€HOB,
MO3BOJISIET FOPA30 SICHEE MOAXOAUTDb K TOHUMAaHMUIO TTPU-
poIbl HaMbOJIee YacThIX CIIOPATUYECKUX clTyyaeB 3aboie-
BaHUI CO CXOMHOW KIIMHUYECKOI KapTUHOU U pa3pabaThi-
BaTbh HOBbBIE MOAXO/IbI K UX TEPAITUU.
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