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At the present time the most dramatic changes in the epidemiology of hereditary diseases is the transition from theoretical princi-
ples of population genetics in public health to the active use of molecular genetic technologies for individuals. Genetic discover-
ies are the basis of individualized medicine, as well as the source of new knowledge about the load of hereditary diseases in pop-
ulations with their subsequent translation into healthcare system.
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MOCJIETHUE TOIbl AKTUBHOE MCITOJIb30BAHUE MO-
JIEKYJSIPHO-TEHETUYECKUX TEXHOJIOTUI B TPaK-
TUKE 3IPABOOXPAHEHUS MO3BOJISIET HE TOJbKO
MPOBECTU TECTUPOBAHUE YACThIX MYTALIMi HACJIEACTBEH -
HBIX 3200JIeBaHUI1 y HAceJIeHUSsT ONpeeIeHHON TeppUTO-
puu, HO U ITOATBEPAUTH WM JaXKe U3MEHUTDh TUarHo3 oT-

NeJIbHBIM MallMeHTaM. B ¢BsI3U ¢ 3TUM, U3ydeHUe IMUIe-
MUOJIOTMM HACJEACTBEHHBIX 0OJIe3HE! MepexoauT Ha
HOBBIIT MOJIEKYJISIDHBIN YpoBeHb AeTanu3auuu. OgHako
CTOMMOCTD, 3aTpaueHHOE BpeMsI U JuarHoctuyeckas ad-
(hbeKTUBHOCTD UCIIOJIB30BAHUSI COBPEMEHHBIX TEXHOJIOT U
B 00J1aCTH MEIUILIMHCKOM TeHETUKU YeIOBeKa 3HAUUTEIb-
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KPATKWE COOBLLEHNA

HO BapbUPYIOT, Aejasl aKTyaJIbHbIM ONTUMM3ALIMIO ajro-
puTMa 00cIe0BaHUS B TIPaKTUKE 3APpaBOOXPAHEHMSI.
Ieas u 3agaum: M3yyeHUe SMUAEMUOJIOTUM HACTEI -
CTBEHHBIX 00JIe3HEl Ha OCHOBE KOMILIEKCHOTO MOTYJIsI-
LIMOHHO-TEHETUYECKOT0 U MEAUKO-TEeHETUUYEeCKOTO MOAX0-
JIOB, B TOM YMCJI€ C [IOMOILbIO MPOBEAEHUST HEOHATATLHOTO
CKPUHUHTA U MOJIEKYJISIPHO-TEHETUYECKOTO TECTUPOBAHMSI
MalueHTOB C MyKOBUCLIMA030M, (DeHUJIKETOHYpUEl 1 ra-
JIAKTO3EMUEN; CEJIEKTUBHOIO CKPUHUHTA Ha JIM30COMHbIE
0oJie3HU cpeau Tpyni pucka, a Takxke JIHK-auarnoctuku
OTIEIbHBIX CTyYaeB HACAEACTBEHHBIX 3a00JIeBAaHUA.

Ma‘repvnanbl n metoabl

B pabote ucnosb30BaHbl pa3iudyHbIe METOAbI: KJIU-
HUKO-TeHeaJloTuyecKoe o0cyenoBaHue, OMOXUMMUYE-
CKMe U (pyHKIIMOHAJIbHBIE METOIBI, TAaHAEMHAas Macc-
CIIEKTPOMETPHSI, MOJIEKYJISIPHO-TEHETUIECKOE TECTU-
poBaHue (cekBeHMpoBaHMe o CaHrepy, MaccoBoe
napajuie;IbHOe CEKBEHMPOBAaHUE ).

Pe3yn bTaTbl N OGCV)KAEHI/IE

B pesynbraTe HeoHaTaJbHOTO CKPUHMHIA U 00CTe-
JMIOBaHUS MALIMEHTOB ¢ MYKOBHUCIIMIO30M, TaJJaKTO3EMU-
el U peHWIKeTOHYpUEeil yCTAaHOBJIEH CIIeKTp HauboJee
yacTtbix MyTauuii B reHax CFTR, GALT v PAH nns Cu-
OUPCKOro perMoHa u onTUMuU3upoBaH aaroputm JHK-
IWATHOCTUKHU, BKJIIOUAIOIINIA HE TOJBKO TECTUPOBAHMUE
HauboJIee YacThIX MyTalllii, HO ¥ CEKBEHUPOBAHMNE KOIM -
pYIOLIUX perMOHOB TreHoB o CaHrepy, MaccoBOe Mmapa-
JIeJIbHOe CEKBEHUPOBaHUE.

ITpoBeneHMe ceEKTUBHOTO CKPUHWHTA Ha JIN30COM-
HBIe 00JIC3HU Cpeay MAMeHTOB KapIHOJOTHIECKIX U He-
BpPOJIOTMYECKUX OTAEJICHUI, a TAK3Ke JUATN3HBIX LIEHTPOB
B CHOMPCKOM permoHe ITO3BOJIMIIO BBISBUTH MAllIEHTOB
¢ 6onesasmu [Momme, @adpu, Kpacoe, IN'onre i 11, Hu-
maHa-ITuka C, Canaxodda, HelipoHaTbHBIM LIEPOUTHBIM
JIUNOMYCUMHO30M. Y BCexX MalMEHTOB IMarHo3 MoATBEPXK-
JIeH MOJICKYJISIPHO-TeHETUICCKIMU METOTAMMU.

V oTneapHbIX NaUMEeHTOB C BApUaOeIbHOCTHIO CUMIITO-
MOB U TIpeAIToaraeMoii reHeTUIeCKOI TeTePOTeHHOCTHIO
3a00s1eBaHUsI 1MAarHo3 ObLJ YCTAHOBJIEH C MCTMOJIb30BaHU-
€M aHajM3a KJIMHUYEeCKOTo 3K3oMa. B yacTHoCcTH, y 60J1b-
HOTO ¢ KIIMHUYECKUM TMarHo30M cuHapoM 2KEéHa (HU3KUiA
POCT, YKOopoueHue pedep, y3Kas rpyaHasi KJaeTKa) HaiaeHbl
mytauun p.Met1Thr/c.449+5G>A B rene ORC6. B pe3yib-
TaTe IMarHo3 ObLT M3MEHEH Ha cuHapoM Meiiepa-Topiu-
Ha, YTO TaKKe JaeT BO3MOXHOCTD IIPOBECTH ITPEeHATATh-
HYIO TMarHOCTUKY B 3TOI ceMBbe.

B HEKOTOpHIX CiTydasx ayTOCOMHO-PEILIECCUBHBIX 3a-
OoJieBaHWIA, aHAJIN3 KIMHUIECKOIO 3K30Ma ITO3BOJISIET
MIeHTU(UIINPOBATH TOJHKO OTWH TeHETUIECKUI Bapy-
aHT ¥ MalMeHTY HEOOXOAMMO ITPOBOAUTH ITOJTHOTCHOM-
HOE CeKBeHUpOBaHME. Y OOJIBHOTO C JIETKUM MHTEJUICK-
TyaJIbHBIM HeIIOpa3BUTHEM, MUOITHEN CpeaHEe CTCIIeH!,
OXHMPEHUEM, TUTIOTOHWEH Y CKOJIMO30M HaWIeH peaKUil
BapMaHT C «HEeOoIpeesIeHHBIM 3HaUeHUEM» B TeTepO3U-
rotHoM coctossHuu p.Ala590Thr B rene VPSI13B. Panee
9TOT e BapUaHT B TETEPO3UTOTHOM COCTOSIHUM BBISIBIICH
Y UTAJIbSTHCKOM MMAlIMEHTKM C TUarHo3oM cuHapoM KoxeHa,
BTOPOIT MyTalllM TaKxKe He ObII0 00HapykeHo [1]. deHO-
TUT 00OMX MAIIMEHTOB OTIIMYAJICS OT KJIACCUUECKOTO ISt
JIlaHHoro 3abosieBaHusl. Kpome Toro, BropuuHOM Haxomd-
KOl CeKBEHMPOBaHUS KIMHUYECKOTO 3K30Ma MalieHTa
ObLIO OOHAPYXKEHUE FeTEPO3UTOTHOIO HOCUTEILCTBA MY-
tauuu p.507_508del B rene CFTR.

BbiBOAbI

ITpoBeneHue HeOHATATLHOTO CKPMHMHTA HA MYKOBUC-
L1103, TAIAKTO3EMUIO U (PEHUIIKETOHYPHUIO, a TAKXe Ce-
JIEKTUBHOTO CKPMHUWHTA Ha IM30COMHBIE OOJIE3HU B TPYII-
nax pucka ¢ nocienytouieit JJTHK-nuarnoctukoii mo3sonu-
JIO ONITUMU3UPOBATh AJITOPUTM 00CIeIOBAHUS MALIUEHTOB
Ha TeppuTopuu CUOMPCKOro peruoHa.

Huarnoctnyeckast 3heKTUBHOCTb CEKBEHUPOBAHMS
9K30Ma/TeHOMa BBICOKA Y MAIIUEHTOB C BApUabeTbHOCThIO
KJIMHUYECKUX CUMIITOMOB U MpeArojlaraeMoil reHeTu-
YeCKOU reTeporeHHOCThIO 3aboeBaHus. D deKkTUuBHOE
HCITOJIb30BaHUE MOJIEKYISIPHO-TEHETUUYECKUX TEXHOJIO-
Uil U KOPPEKTHasi MHTEepIIpeTalus pe3yJabTaTOB 3aBU-
CAT OT CJIaXEeHHOU paboThl KOMaHIbl MPO(ecCuoHANIOB
(Bpayeii-KIMHUIKMCTOB, Bpauell KIMHUKO-1a00paTOpHOM
CJTy>kObI, HAYYHBIX COTPYTHUKOB).

HaxorneHnue 1aHHBIX CEKBEHUPOBAHUS 9K30MOB,/Te-
HOMOB OTIEJIbHBIX WHAUBUIOB IMO3BOJIUT UACHTU(DUII -
pOBaTh HOBbIE TEHETUYECKIE BApUAHThI/TeHbl/(hEHOTHUITBI
3a00JIeBaHUi, OIEHUTD TPY3 TETEPO3UTOTHOTO HOCUTEIb-
CTBa HAaCJIEJCTBEHHBIX 3a00JeBaHNi. B pesynprare momy-
YeHHbIE 3HAHUST MOTYT OBITh TPAHCIMPOBAHBI B PAKTUKY
3PaBOOXPAHEHMUSI.
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