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I'eneTnyeckue HNCCJICA0BAHMA B CTaHAAPTAX
OKa3aHU MEeIUIMHCKON MOMOIIMH

BoeHHo-MeguumHckas akapemus um. C.M. Knposa, CaHkT-lNeTepbypr

Pestome. IIpedcmasnen ananu3 HOPpMAMuUEHOLL 6a3vl, peenameHmupyioueil nposedenie YunmoeeHemu4ecKux u
MONEKYNAPHO -2eHeMUHECKUX UCCTIe008aHIUIL 6 KIUHUMeCKO npakmuke. IIpoananu3upoeanvl coepementble Cmanoapmbot
OKA3AHUA MEOUYUHCKOTI NOMOULL, ONpedenier nepetetb 3a001e6aHUTE U NAMON0UMECKUX COCOAHUIL, IMPeOYIOUsUX 6bINONHEHUS
2eHemUH4eCKUX UCCIe008AHUIL, A MAKKe Nepeuerb MeOULUHCKUX YCILy2, NPeONONasarouux nposedeHue Uno2eHemu4ecKux
U MOJIEKYNAPHO-2eHemu4ecKux uccaedosanuil. Ilokasano, wmo 6 cogpemeHHOl HOMEHKAAMYpe MeOUUUHCKUX YCLye OKOLO
10% 61006 MEOUUUHCKOLI NOMOUU CEA3AHbL C NPOBCOCHUCM PA3IUHHBIX 2CHEMUMECKUX ucciedoganuil. U3 nux okono
60% 61006 nomousu obecneuusarm OUACHOCMUKY COMAMUHECKOL NAMON0UU, OCIANbHbIE HANDAGIEHbL KA BbLABIIECHUE
HYKJIEUHOBbLX KUCIOM 8030y0umeneil UHPEKYUOHHbIX U NAPA3UMAapHbix 3aboneeanuil. I enemuueckue ucciedo8anus
BbINONHAIOMCA NPEUMYULECINEEHHO HA SMane CNeUUAIU3UPOSaHHOTl, pexe — NepeuHOl MeouyuHcKoil nomowsu. bonee
20% 6udos nomouju BKIOUAIOM MEOULUHCKUE YCIYel NO MOLEKYNAPHO-2eHeMUMECKOI OUACHOCMUKE HACLeOCINEECHHDLX,
MYTbIMUDGAKMOPUATLHBIX, UHPEKYUOHHDIX U OHKONO2UMECKUX 3a0oneéanuil. IIposedenue 2enemuuecKux Uccae008anu
mpebyemcs 6 omuoutenuu 15 knaccoe 6onesneii. Haubonee wupoko eenemuueckue memoosi NPUMEHAIOMCS C UEIbIO
6bLABNCHUA 6030y0Umenell CKPbIMbIX UHpeKLULL, OUaeHOCMUKLL SH3UMONAMULL, 60ne3Hell 0OMeHa, a MaKsKe 0N ymMOo1HeHUs
npUpoObL NAMONOUHECKUX MYMALULL NPU HO8000PA308AHUAX, 8 IMOM HUCE CEA3AHHbIX C 0eLCIELEeM HEKOMOPbIX BUPYCOS.
Ob603nauenbl HeKomopble npodaemble 60NPOCHL, CEA3AHHbIC C NPOGEOCHUEM MONCKYNAPHO-2CHEMUMECKIUX UCCIe006aHIL
6 nevebHo-npogurakmuueckux yupexoenuax. Ilokazano, 4mo uiupokoe UCNONL308AHUE 2CHEMUYECKUX UCCLe008ANULL
6 KIUHUHECKOIl NPAKMuKe 6 HACMOoAULee 6PeMA 0SPAHUMEHO 3HAHUMENbHBIMU MPYO003ampamami i CmouMoCmoio
UX BbINOJIHEHUA, A MAKKe CIOKHOCMbIO UHMepnpemayuu noay4eHnsx pesyavmamos. Obochosana HeobXo0UMOCHb
Pa3padbomKu Ompaciesbix Cmandapnos 2eHoOUaHOCHUKIL U 0aIbHellie20 CO8EPULICHCINEOEAHUA HOPMATNUEHO -NPABOEOTL
6a3vl npUMEHEHUA 8 KTUHUMECKOT NPAKMUKe Mero0068 MONEKYNAPHO-UUMOLEHEMUHMECKIUX U MONEKYNAPHO-2eHEMUHECKIX
UCCRe008AHUIL.

Knroueevie cnoea: ceHemuKa, yumoeeHemuueckKue LtCCJI@()OG’aHLlﬂ, MONEKYNAPHO-UUIMOCCHEeMUUECKUE uccnedoeanuﬂ,
MONEKYNAPHO-c€HemMU1ecKue ucme@oeanuﬂ, MONEKYNAPHO-e€HemMU1ecKa sl duaenocmuica, HOpMmamueHsLe OOKyMEHmbl,

ME@MLLL!HCKL{E ycnyeu, cmam)apmbt OKA3AHUA MeaMLﬂMHCKOIZ nomouiu.

BBepeHune. leHeTnyeckas AnarHOCTUKa — akTMBHO
pas3BMBalOLLEECH HanpaB/iieHVE, UCMOMb3YOLWEee Lmn-
TOreHeTU4eckne, MONEKYNSPHO-LNTOreHeTNYEeCKme,
MOJIEKYNSIPHO-FEHETNYECKNE METOObl UCCNeA0BaHUNA,
KOTOpPbIE NO3BOMISIOT ANArHOCTMPOBATL HACNEACTBEHHbIE,
MynbTUdakTopuanbHble, MHPEKLMOHHbIE 3a001EBAHMS.
Oco0yto akTyanbHOCTb NPeACTaBASeT NepcnekTnea Uc-
NMONb30BaHUS 3TUX METOA0B C LLeNblO ANArHOCTUKM HOBO-
obpasoBaHuin, MaeHTUOUKALMN MULLIEHEN ONnga nekap-
CTBEHHO Tepanmm OHKOMOrMYeCKMX BONbHbIX U BbiGopa
Hanbonee apPekTMBHbIX N Ge3onacHbIX NpenapaTos. B
OCHOBE reHETUYECKNX UCCNEOOBAHNI NeXaT TEXHONOMMK,
Mo3BOJIAIOLME pacrno3HaBaTb MOJIEKYSbI HYK/TEMHOBBIX
KMCNoT (me3okcupuboHyknenHoBas kucnota — AHK;
punboHyknenHosas kucnota — PHK) n aHanmanpoBaTb 1x
CTPYKTYpy. LInToreHetnyeckne metoapl (KapmotTmnupo-
BaHMe) OCHOBaHbl HA CBETOBON uin GpayopecLeHTHOMN
MUKPOCKOMUN KOHAEHCUPOBAHHbLIX XPOMOCOM 1 MO-
3BONISIOT BbISIBAATb FEHOMHbIE (M3MEHEHME KONNYecTBa
XPOMOCOM), @ TakXXe HEKOTOPbIE XPOMOCOMHbIE MyTaLmn
(rpybble N3MEHEHUS CTPYKTYpPbl XpOMOcoM). Moneky-
NAPHO-UUTOreHeTn4yeckme Metoabl (paoopecueHTHada
rmbpugusaums in situ — fluorescence in situ hybridization
(FISH)) npumeHsaoTcs ansg naeHTmdukaunm TOHKMUX

XPOMOCOMHbIX abeppaumin. OHM OCHOBaHbI Ha pyopec-
LLEHTHOW 1 3/IEKTPOHHOW MUKPOCKOMNU XPOMOCOM MOCIe
rmépuansaummn JHK ¢ onmro- nnu noANHYKNeoTUAHbIMU
30HAamu. Mpur 9TOM LWMPOKO MCNONB3YIOTCSH U MUKPO-
4ymnoBsble TexHonormn. Hanbonee pasHoobpasHyo rpynny
NPeACcTaBNSOT MONEKYSPHO-FreHeTMYeCcke MeToabl,
KOTOPbIE NO3BONSAOT MAEHTUOULMPOBATL FEHbl U aHaNu-
31poBaTb X CTPYKTYPY. OHM MCNOMb3YIOT CNOCOBHOCTb
NONIMHYKNEOTNAOB K cneundunyeckon amnandukaumm un
rmépuamsaumm co cneumanbHbiMM MeYeHHbIMU 30HAa-
MU. Ona MonekyngapHo-reHeTU4eCckux nccnenoBaHumni
NPUMEHSAIOTCHA TEXHONOMMN NONMMEPASHON LLEMHON
peakuuun, CaysepH- n HosepH-rnbpugmsaumm, MMKpo-
YMNMPOBAHUS!, MACC-CMNEKTPOMETPUN, CEKBEHNPOBAHUS
no CeHrepy, a Takke pasnnyHble MOgnduKaLmm CEKBEHN-
poBaHMSA HOBOrO NOKoNeHus (next generation sequencing
data - NGS). Kaxgablli 13 MONeKynspHO-reHeTUu4eCcKmnx
METOAOB OT/INHAETCHA YYBCTBUTENbHOCTbLIO, cneunduny-
HOCTbIO, a Takke CPOKamMu BbIMOJIHEHUSA U CTOMMOCTbBIO
nccnenoBaHnn.

[0 HepaBHero BpemMeHu MOJIEKYNAPHO-LUNTOreHeTN -
4yeckme 1 MONeKyIapHO-reHeTUYeCcKne nccnenoBaHns
B OCHOBHOM MPOBOAMANCH B Hay4HbIX uensax. OgHako B
nocnegHve roabl B Mupe HabnioaaeTcs akTMBHOE BHe-
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OpeHne 3TUX MeTOA0B B MNPaKTUYECKYIO ANArHOCTUKY.
LLInpokne BO3MOXHOCTN AaHHOIO HanpaBfieHUst NOChy-
XKW OCHOBaHWEM [J151 BKITIOYEHUS LLeIoro psiaa MeTOA0B
reHOAMAarHOCTMKM B HOMEHKIaTypy MeAULMHCKNX YCIYT U
CTaHAapTbl OKa3aHUSA MEOVLIMHCKOM MOMOLLM. DTN HOP-
MaTuBHblE JOKYMEHTbI padpaboTaHbl MMHNCTEPCTBOM
3paBOOXPaHEHNSI B COOTBETCTBUU C MPUHATON B Poc-
cun «KoHuenunen pasBnTusg HaLMOHANIbHON CUCTEMBI
CTaHgapTu3auum».

B HacToswee BpemMs HOpMaTUBHO-NpasoBas 6asa
HacyYnUTbIBAEeT O0KOI0 11 ThiCAY MEOUUMHCKMX YCAyr 1
6onee 800 cTaHAapTOB OKa3aHUS Pas3fiNYyHbIX BUOOB
MeauumHckon nomowm. OgHako B nntepartype noka
ele HegocTaToyHo 006006 EHHbIX CBEAEHUA O TOM,
Kakue ycnyru u ctaHgapTbl CBsi3aHbl C NpoOBeAeHNEM
reHeTUYEeCKNX UCCNedoBaHN. OTO MOXET 3aTPyOHATb
opraHmsauuio nedebHo-aAnarHoCTUYeckoro npoLecca,
CTPaxoBYyio AeATEeNbHOCTb, MeANLMHCKOEe CHabXeHne 1
NnoAroToBKY KaapoB.

LUenb nccneposaHua. lNpoaHannsnposaTb CTaH-
[apTbl OKa3aHUA MeOULIMHCKOM NOMOLLM 1 AENCTBYIOLLYIO
HOMEHKNaTypPy MEOULIMHCKNX YCNYT.

MaTepuanbl u meToabl. [IpoaHan3npoBaHoO coaep-
xaHune 6onee 800 cTaHOAPTOB MEANLIMHCKOM MOMOLLM,
B TOM uncne 287 ctaHOapTOB NEpPBUYHON MeanKo-ca-
HUTaApHOW nomowwm, 454 — cneunannuampoBaHHoON, 66
— CKOpOW 1 7 — naninaTMBHOM MeOULMHCKON NOMOLLN
(odpuumanbHbI canT MuHsgpasa Poccum — 31EKTPOHHbIN

pecypc: https://www.rosminzdrav.ru). Takxe ndy4eHa
HopMaTtmBHas 6asza, pernamMmeHTUpyoLwas NpoBeaeHne
rEHETUYECKMX NCCNef0BaHNI B KIIMHMYECKON NPaKTUKE.
B ToM umcne npoaHannanpoBaHbl PenepasnbHble 3aKOHbI
(01 21.11.2011 N2323-P3 «O6 ocHOBax OXpaHbl 300P0-
Bbs rpaxaaH B Poccuiickon @epepauunm»; ot 29.06.2015
r. N2 162-d3 «O ctaHaapTusaunm B Poccuiickoih depe-
pauun»); noctaHosneHune lNpasutenscTea Poccuimnckon
®depepauunm (PP) ot 24.09.2012 ropa N2 1762-p «O
KOHLIENLUUW Pa3BUTUS HALUMOHANbHOM CUCTEMbI CTaHOap-
Tnsauum Poccurickon ®enepaumn Ha nepuog, oo 2020
roga»; npukas MnuHncTepcTea 3apaBooxpaHeHus P® ot
13 okTa6psa 2017 r. N2 804H «O6 yTBEPXAEHUN HOMEH-
KnaTypbl MEOVLIMHCKUX yCnyr», npukad deagepanbHOro
areHTCTBa Mo TEXHUYECKOMY PErYIMPOBAHNIO N METPO-
norum MumHUCTEPCTBA NPOMbILLIEHHOCTU U TOProOBAN
Poccuiickon depepaummn o1 31.03.2015 . N2 200-cT. «O6
YTBEPXAEHNN HALUMOHANBLHOMO CTaHAapTa», 0TpacieBble
CTaHAAPTbI BbIMOAHEHNS MEANLMNHCKNX YCAYT (0durLmansb-
HbI canT PoccTaHgapTa —anekTPOoHHbIN pecypc: http://
www.gost.ru).

PesynbTraTtbl U X 06cyXxaeHue. lNokasaHo, 4To 13
BCEX YTBEPXAEHHbIX HA CErOQHSALLHMA OeHb CTaHOAPTOB
okasaHNsa MeanLMHCKON MOMOLLIM MeANLIMHCKIME YCYTU,
CBsiI3aHHble C MPOBEAEHNEM TEHETUYECKUX UCCEeao-
BaHWN, BKOYeHbl B 141 cTtaHpapT (okono 20% oT Bcex
nencreyowmx ctaHaaptoB). Cpean HUx 38 cTaHaapToB
nepsuyHon n 103 — cneuyanm3npoBaHHO MEANLIMHCKOM
nomouwm (tabn. 1).

Tabnuua 1

CraHgapTbl OKa3aHUsi MEAULIMHCKOM NOMOLLM, BKJTIOYalOLMe reHoANMarHoCTUKY no Knaccam 3abonieBaHuii

CranfapTbl Oka3aHUs Mefl.NMoMOLLY, BKIIOYaloLLe Meau-
LIMHCKME YCNyryi NO BbINOJIHEHUIO FEHETUYECKON AnarHo-
o CTVKM
Knacc 3a6onesanuii (MKB-10)
cneupanmau-
nepBvYHas Meq,.
poBaHHas Mep, BCEro
MOMOLLb
NOMOLLb
Knacc |. HekoTopble MHPEKLMOHHbIE 1 Napa3uTapHeie 6onestn (A00-B99) 19 20
Knacc Il. HoBoo6pasosaHus (C00-D48) 5 17 22
Knacc Ill. BoneaHu KpoBw, KPOBETBOPHBIX OPraHOB M OTAENbHbIE HAPYLUEHUS, BOBMIEKAIO-
o 4 24 28

LLe MMMYHHBI MexaHuam (D50-D89)
Knacc IV. BonesHu 3HLO0KPUHHOM CUCTEMBI, PACCTPONCTBA NUTAHMS 1 HAPYLLEHNs 06Me-

8 - 8
Ha BelecTs (E00-E90)
Knacc V. Mcuxnyeckune paccTpoiicTsa 1 pacctpoiicTea noseseHus (FO0-F99) - 2 2
Knacc VI. bonesHu HepsHoW cuctembl (GO0-G99) 1 12 13
Knacc IX. BonesHu cuctemsl kpoBoobpatueHus (100-199) - 1 1
Knacc X. bonesnu opraHos gpixanus (J00-J99) 5 5
Knacc Xl BonesHu koxw 1 nofkoxHoi knetyatku (LO0-L99) 1 - 1
Knacc XlIl. BonesHn KOCTHO-MbILLEYHON CUCTEMBI M COeaMHUTENBHO TkaHn (M00-M99) 2 8 10
Knacc XIV. BonesHu moyenonosoii cuctembl (NOO-N99) 8 5 13
Knacc XV. bepemeHHOCTb, poasl 1 nocnepogosor nepuog, (000-099) 1 - 1
Knacc XVI. OtaenbHble COCTOSIHUSA, BO3HMKAOLLME B NepuHaTansHom nepuoge (P00-PI6) - 2 2
Knacc XVII. BpoxaeHHble aHoManum (Mopoku passuTns), nedopmanmn 1 XpOMOCOMHbIE

- 5 5
HapyweHus (Q00-Q99)
Knacc XX. BHeluHve npuunHbl 3abonesaemoctu v cmepTtHocTH (VO1-Y98) - 1 1
Knacc XXI. PakTopbl, BNMsOLLME HA COCTOSIHIE 340POBbS 1 0OPALLEHMS B YYPEXAEHUS

7 2 9
3apaBooxpaHexus (Z00-Z99)
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lMokadaHo, 4TO Ha 9Tane NepBMYHON MEAUNLIMHCKON
MOMOLLM CTaHAapTbl PErNaMeHTUPYIOT NMPOBEAEHNE
reHeTUYecKkux CcrneaoBaHuin npm 3aboneBaHnsaXx, OTHO-
CSILLIMXCA NMPENMYLLIECTBEHHO K Klaccam: «HoBoobpaso-
BaHWs», «<bONe3Hn aHOOKPUHHOW CUCTEMBI, PACCTPONCTBA
NnUTaHUa N HapylleHus obmMeHa BellecTB», «bonesHun
MO4Y€EMN0SI0BOM CUCTEMBI», @ TAKXKE MPU TPaHCNAAHTaAUUSX
OpraHoB 1 TKaHel, oTHeceHHbIX K XXI knaccy 3abone-
BaHWN. Ha aTtane cneunanuanpoBaHHOW MeaULMNHCKOM
NMOMOLLYM FEHETUYECKME UCCE0BAHNS PEMNTAMEHTUPO-
BaHbl B OCHOBHOM Ai/151 3a60neBaHuii knaccos: «HekoTo-
pble MHDEKLMOHHbIE U NapasuTapHble 3abosieBaHus»,
«HoBoOGpasoBaHUs», «bone3Hn KPoOBU, KPOBETBOPHbIX
opraHos», «bonesHn HepBHOM cuCTeEMbI», «BonesHn op-
raHoB AbIXaHns», «bone3HN KOCTHO-MbILLEYHOW CUCTEMBI
N COegUNHUTENbHOW TKaHW», «bonesHn Mmo4yenonoBom
CUCTEMbI», a Takxe «BpoxaeHHble aHoManuu (NOpPoKu
pa3suTKs), aedopmMaumm ¥ XPOMOCOMHbIE HAPYLLEHUS».

Hosonornyeckne popmMbl U NATONOrM4eckne co-
CTOSIHUSA, Tpebyowe NpoBeaeHNA FreEHETUYECKUX UC-
cnenoBaHuii, NpeacTasBfieHbl B Tabnuue 2. B cnyyasx
MHOEKUMOHHOM NaTONOrMm reHeTu4eckme MetToabl Npu-
MEHSIIOTCS C LLENbIO ANArHOCTUKU CKPbITbIX MHMEKLUNI, a

Takxe OS5 BbIIBNEHUS BO30yOUTENEN, OTAMNYAIOLWMXCS
pa3Ho06pa3neM XM3HEHHbIX GOPM 1 NOIMMOPPHOCTLIO
aHTUreHHoro coctasa. B knacce «HoBoobpasoBaHus»
reHeTUYecKme NCcnenoBaHns A0SXKHbI MPOBOAMTLCS MNP
COCTOSIHUSAX, TPEOYIOLLMX YTOYHEHUS NPUPOAbI MaTONOMM-
Yyecknx MyTauuii, B TOM YUCIIE CBA3AHHbIX C AeNCTBUEM
HEKOTOpbIX BUPYcoB. Cpeau Apyrnx HO3010rM4eCKnx
¢dopM, B OTHOLLIEHNN KOTOPbIX pernamMmeHTMpPoBaHO Npo-
BeEeHNEe reHeTUYeCckmnx nccnenoBaHui, npeobnagaoT
MynbTudakTopnanbHble 3a601IeBaHNS, SH3UMONATUK, a
Takke 60ne3Hn obmeHa.

B HoMeHknaType meguumnHckux ycnyr 6onee 1100
ycnyr (okono 10% HoMeHknaTypbl) CBsI3aHbl C NpoBeae-
HVWEM Pa3JINYHbIX FEHETUYECKNX nccnenoBaHuin. 3 Hux
oKkoJi0 60% obecnevmBaloT AMArHOCTUKY COMATUYECKOM
naTtosiornMn, OCTaljibHble HamnpaBJfieHbl Ha BbISIBIEHNE
HYKJIEMHOBbIX KNCNOT BO30yauTEnen MHOEKLNOHHBIX 1
napasuTapHbIx 3a60oneBaHui.

BONbLWNHCTBO rEHETUYECKUX NCCNEN0BAaHN Npesa-
CTaBNAOT CaAaMOCTOSITESIbHbIE ANArHOCTUYECKNE METOAM-
K1 (MegnumHckme yenyrm «A» knacca). Metoabl reHoan-
aArHOCTUVKM HAaCcNeaCTBEHHbIX 3a00/1€BaHMIA HANPaBEHbI
Ha uccnepoBaHMe KapuoTmna, NAeHTUOUKALMIO TEHOB

Tabnmya 2

3abonesaHuns 1 NaToNOrMYecKne COCTOSHUS, TpeodyloLme NpoBeAeHUs FreHeTUYECKNX UCCef0BaHni
(B COOTBETCTBUM C YTBEPXAEHHBIMU CTaHAAPTAMU OKa3aHMs MEeAULMHCKON NoMOoLLM)

Knacc |. HekoTopble MHPEKLMOHHbIE 1 NapasuTapHbie 60N1e3HN: BUPYCHAs NHPEKLIMS HECHO 3TMONOMN; BUPYCHBIA KOHBIOHKTUBUT; BUPYCHbIA SHLLE-
danut, MMenuT; repnec; AMPTepus; KNELLEBON aHLeDannT; KOKOLL; KPAaCHYXa; MOHOHYKNE03 Y AeTel; NCeBLOTYOEpKyNnes; CTPEnTOKOKKOBas CenTu-
LiemMuisi; XpoHnyeckas 6aktepuanbHas MHOEKUMs y AeTel; LMToMeranoBmpycHas nHdekums y feteit; BUpycHole renatutel A, B, C; BUY-uHdekuums.

Knacc Il. HoBoo6pasosaHusi: rnobnactoma; Muenoma; HelipobnactoMa; HexomxkmHekas nuMmdoma; HoBoobpasoBaHus runodusa; HoBoobpasosa-
HUS TONIOBHOMO MO3ra ¥ MO3roBbIX 060/104€eK; peTrHobacToma.

Knacc lll. BonesHu KpoBm, KPOBETBOPHBIX OPraHOB U OTAEbHbIE HAPYLIEHWS, BOBNEKAIOLLME UMMYHHBI MEXaHWU3M: annactuyieckas aHemusi; 601e3Hb
BunbcoHa; 6onesHb HumaHa-Iuka; runoroHaamam; rononapaTmpeos; 3aiepxka nosloBoro paseBuTys y AeTel; 3afepxKka pocTa y eTel; npexaespe-
MEHHOE MOJI0BOE CO3PEBaHUNE Y AETEN; MHCYIMH3aBUCHMBI CaxapHbiii AnabeT; MuenonpondepaTreHble 3a601eBaHNUSs; MyKOBUCLMIO03; MyKOMOM-
caxapuaos; HapyLieHust obMeHa aMUHOKICTIOT; HapyLLIEHUst OPMUPOBaHUS Nona y AeTell; HealekBaTHas CeKpeLms aHTUANYPETUHECKOrO rOPMOHa;
NPOMMOHOBAs aLUMAEMIS; TANACCEMUS; TUPO3UHEMUS; TDOMOOLMTONEHYeckas nyprnypa; GEeHUNKETOHYPYS; XPOHUYECKast HaANnoYeYHKOBas Helo-
CTaTO4YHOCTb.

Knacc IV. BonesHu aHAOKPUHHOV CUCTEMBI, PACCTPOVCTBA MUTAHWS 1 HApyLLEeHUs 0OMeHa BeLLeCTB: aApPeHOreHTanbHbIe HapYLLEHWS; KUCTO3HbIN
$rbpo3; METUIMANIOHOBAS ALULEMNS; OIUrO- U aMEHOpes.

Knacc V. Mcuxmnyeckue paccTpoicTsa U paccTPOCTBa NOBEAEHMS: ayTU3M.

Knacc VI. BoneaHn HepBHOV CUCTEMbI: BHYTPMYEPEnHbIE U BHYTPUMO3BOHOYHbIE abCcLecchl; napanny benna; paccesiHHbIN Cknepos; paccesiHHbI
3HLEehanoMUENIT; CIUHANbHbIE MbILLEYHbIE aTPODUM; IKCTPANMPaMUAHbIE N ABUraTENbHbIE HAPYLLEHUS; SMUAENCUS.

Knacc IX. BonesHu cuctemsl KpoBOOOPaLLEeHUs: cepagyHas HegoCTaTOYHOCTb.

Knacc X. BoneaHu opraHoB [plxaHus: OA0HTOreHHbIE BEPXHEYENIOCTHBIE CUHYCUTDI; FPUMM; OCTPLIE PECTIMPATOPHbIE 3a601eBaHNS; XPOHUYECK/e
6051€3H1 OPraHOB AbIXaHUs Y AETEN; TOHIUNNT.

Knacc Xll. BonesHu Koxu 1 NOLKOXHON KneTyaTku: repneTMdOopMHbIA AepMaTuT; OynnesHelii nemeurons; ckneponepmust; akchonnaT1BHbIN Aepma-
TUT.

Knacc Xlll. Bone3aHn KOCTHO-MbILLIEYHO CUCTEMbI U COEAUHUTENBHOM TKaHW: AepMaToNOANMUO3UT; CUCTEMHAs KpaCcHas BONYaHKa; CUCTEMHBbIE MO-
paXeHust COeAMHNUTENBHOIN TKaHWU; CUCTEMHbI CKNepo3; CMOHANI0aPTPUTHI.

Knacc XIV. BonesHn Mo4enonoBol CUCTEMbI: BOCNANUTENbHbIE 3a001EBaAHNS NMONOBLIX OPraHOB; BOCNANTENbHbBIE MPOLECCH CEMEHHOMO My3bIPbKa,
CEMEHHOr0 KaHaTuvka, BnarasmLLHON 060/104KN 1 CEMSIBBIHOCSLLLErO NPOTOKA; 0O6pOKa4eCTBEHHbIE 3a001eBaHMS LENKN MaTKK; HepoTUYEeCKni
CUHIPOM; CanbMUHIUT U 00DOPUT; TYOYyNonaTum (ANCHYHKUMS NOYEYHBIX KaHAbLEB); YPETPUTbI; LMCTUT.

Knacc XV. bBepeMeHHOCTb, PoAb! 1 MOCNEPOA0BON NEPUOA; NPUBLIYHOE HEBbIHALLVBAHME GEPEMEHHOCTM.

Knacc XVI. OToenbHbie COCTOAHUSA, BO3HUKAIOLLIME B NepuHaTanbHOM Nepuoae: rnokcum nnoaa, HeoocTaTouHbI POCT NNoaa, Apyrue nialeHTapHble
HapyLIeHNs.

Knacc XVII. BpoxaeHHble aHoManum (Mopoku pa3sutus), AedopmMain n XpOMOCOMHbIE HAPYLIEHUS: BPOXAEHHbI CTEHO3 a0PTaNlbHOMO KinanaHa;
BPOXAEHHbIE aHOMaNUK (NMOPOKK Pa3BUTUS) CEPAEYHOIN NEPEropoaKu; 3aaepkka NooBOro Pa3BUTUS y AETei; CTEHO3 NIErOYHON apTepUn 1 apyrue
BPOX/EHHbIE aHOManV IErO4HON apTepum; Ty6epo3HbIii Ckiepos.

Knacc XXI. @akTopbl, BNMsiOLLME HA COCTOSIHE 3A0PO0BbS 1 0OPaLLEHMS B YHPEXAEHUS 30PABOOXPAHEHS: GECTNOANE; TPAHCTNAHTALMS KLLIKW;
NIErkoro; CepALa; NevyeHn; NoLKeNyL04HOM xenesbl; No4YKM; KOCTHOrO MO3ra.
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MEeTOAO0M MONMMEPA3HOWN LEenHOM peakunn unu ¢too-
pecuUeHTHOM rmbpuamsauuu in situ, a Takke onpeaeneHne
noaMMopdm3ma reHOB U BbISIBIIEHME TOYEYHbIX MyTaLi
(Mo TNy 3aMeHbl a30TUCTbIX OCHOBAHU UAN HYKJTEO-
TnaooB). B psage cnyyaes npegnonaraeTcs NnpoBeneHne
KOMMJIEKCHbIX FreHeTn4Yecknx obcnenoBaHunin (meou-
LMHCKME ycnyru «B» knacca), B TOM 4nciie KOMIMJIEKCHI
nccnenoBaHuini npodanaa (B03.006.001), auarHoCcTukm
6onesHn fdayHa (B03.006.002), agpeHOreHMTanbHOro
cuHgpoma (B03.006.003), CKPUHUHI HAacNeaCTBEHHO
obycnoBneHHbIx 3abonesaHnii oomeHa (B03.006.004).
leHoamarHocTMka nNpu MHOEKLUMOHHbIX 3a060/1IeBaHUAX
HanpasJfieHa Ha BbisiBNIEHNE BO3OYAUTENEN CKPbITbIX U
penkmnx NHPEKLNA.

AHanuns otevecTtBeHHOM [1-3, 5-10] 1 nHOCTPaHHOM
[4, 11-17] nuTepaTypbl NO3BONUI BbIABUTb PSS NPO-
6N1eMHbIX BOMPOCOB, CBA3AHHbLIX C MONEKY/IAPHO-Te-
HETUYECKOWN ONArHOCTUKOW, PELUEHNE KOTOPbIX MOXET
MOBNUATL HA AasbHENLLEE Pa3BUTUE 3TOM OTpacnu. Tak,
B HOMEHKNATYPYy MEONLMUHCKUX YCIYyT BKIOYEHbI HE-
KOTOpPbIE MONEKYNAPHO-FrEeHETUYECKME UCCNEea0BaHNS
0e3 yKkasaHns KOHKPETHbIX OMarHOCTUYECKUX METOA0B
n nx mogmndukauymi. MNMpakTnyeckum cneymnanncrTam
npeafiaraeTcs CaMOCTOSATENIbHO NPUHMMATb PEeLUEHUs
06 MCNOMb30BaAHMN TEX UM UHBIX METOA0B MOJIEKY-
NIPHO-FEHETUYECKNX NCCNEO0BAHUN, UMEIOLLMXCS B UX
pacnopsxeHnn. C 0QHOM CTOPOHbI, 3TO pacLUMpPSeT amna-
FHOCTUYECKNE BO3SMOXHOCTU, C APYroi — NOBbLILLAET OT-
BETCTBEHHOCTb 32 NPUHATOE peLleHne, NOCKOJbKY ama-
nasoH MeToaoB Wnpok [4, 10], BCe OHM OTAMYaKOTCA Kak
CpPOKaMU BbINOJIHEHUS 1 CTOMMOCTbLIO CCneoBaHuim [ 1,
5], Tak 1 0COBEHHOCTAMU MHTEPMNPETALMUN NMONYHYEHHbIX
pesynbTaToB [6, 15]. PeweHne aTor npobnemMbl BUANTCSA
B pa3paboTke OTpacneBblix CTaHAAPTOB OKa3aHUs COOT-
BETCTBYIOLLIMX MEANLIMHCKNX YCAYT, KOTOPbIE B HACTOSILLLEE
BPEMS €LLE HE NPUHATHI.

HecmoTpsa Ha BbICOKME YYBCTBUTESIbBHOCTb U Che-
ULMPUYHOCTb, MONEKYNSPHO-TEHETNYECKNE MEeTOobl
He aBnaTca abcontoTHbiMKM [1, 5]. Mpu auarHocTuke
pas3nnyHbIX HacnenCcTBeHHbIX 3ab0eBaHUN YyacToTa
JIOXXHOMONOXNUTENbHBLIX U JTIOXHOOTPULATENbHbIX pe-
3yNIbTaTOB FEHETUYECKNX METOL0B MOXET COCTaBAATb
o1 0,5 10 3-5% [4, 10]. 3T0 06BACHAETCHA CNOXHOCTbIO
BbIMOJIHEHUS UCcnenoBaHuin, cneundukon ncenepye-
MOro Matepuana n TeXHOI0rM4eckmMm 0cobeHHOCTAMM
MeToO0B reHoamarHocTukm [5, 11, 13].

BONbLWWHCTBO MONEKYNSIPHO-FEHETUYECKUX UCCNE-
[OBaHUIM OTHOCATCA K HEMPSAMbIM AMArHOCTUYECKNM
Metonam. OHM NO3BONSAIOT CyAUTb 0 3aboneBaHnun
MO KOCBEHHbIM MpU3HaKam, HanpuMep Haanyuio Unmn
OTCYTCTBMIO B Np06€E MapKepPHbIX MOJIMHYKNEOTUAHbIX
nocnepoBatenbHocTeln [12, 16, 17]. NMpu aTOM Hykne-
MHOBbIE KMCNOTbl HE BCerga ctabuibHbl, CBEAEHUS
06 0COBEHHOCTAX MX 3KCNPECCUU N ANHAMUKE LINMp-
Kynsunm orpaHmyensl [2, 4, 10, 12]. NMoaTtomy nHtep-
npetaums pe3ynbraToB MONEKYASPHO-FreHETUYECKNX
nccnenoBaHuin TpebyeT OT KIMHMYECKNX cheunanu-
CTOB OMbITa U LUMPOKOrO0 Meauko-6mMonormyeckoro
Kpyrosopa.

OdPpekTnBHOE NPUMEHEHNE METOA0B MOJIEKY-
NSAPHO-TEHETNYECKOW AMArHOCTUKM npegnonaraeT
OOMOSTHUTENbHYIO NOArOTOBKY MPaKTUYECKMX Bpayven.
HepocTtaTto4yHo rnybokne 3HaHUS OCHOB MOJIEKYISIPHOW
FEHETUKN, FTEHOMUKN N TPAHCKPUNTOMUKN 3aTPYAHSAIOT
onpeneneHne NokasdaHmi K Ha3HaA4YEHUIO FTEHETUYECKUX
nccneaoBaHUM N MHTEPNpeTauun nx pe3ynstatos [5, 14,
17]. PeweHnem aToi NpobnemMbl MOXET CIYXXUTb OpraHm-
3auma KypCcoB NOBbILLEHNSA KBaNudUKaLmm rno Bonpocam
reHoAVarHOCTUKM AN NPakTU4eCKnx CneumanmcToB.
OTO 0COOEHHO akTyaNnbHO Afs Bpayen, obyyaBLuMXCS
B MEAULMHCKNX By3ax No cTapbiM [OCyAapCTBEHHbIM
obpasoBaTesfibHbIM CTaHAapTaMm, Koraa MOeKkynsipHO-
reHeTu4eckme nccnenoBaHns MMenn orpaHnYeHHoe
npumeHeHue. Takaa paboTa yxe NpoBoAMTCS B psne
BEeAyLMX MeANLMHCKNX By30B. Hanpumep, ¢ 2017 . B
BoeHHO-MepgunumHckon akagemum nm. C.M. Knupoa op-
raHN30BaH UMKJ1 NOBbILWEHNS KBanudukaumm «feHommka,
npoteomukar. Llnkn paccumtan Ha 36 4acoB, npegHa3Ha-
YeH 0119 Bpayen LWMPOKOro CnekTpa CreunanbHOCTEN.
O6yyeHne HanpaBneHO Ha MOBLILEHWE YPOBHS MNOA-
rOTOBKW NPAKTUYECKNX CMELUANNCTOB MO NMPUMEHEHMNIO
MOJIEKYIAPHO-FEHETUYECKNX METOA0B ANArHOCTUKK, a
Takxe MHTepnpeTaunm nx pesdynbraTos.

3aknioyeHue. leHognarHocTnKa NpeacTaBnAsieT Bbl-
COKOTEXHOJIOMMYHOE, aKTUBHO Pa3BMBAIOLLEECS HAaNpPaB-
JIeHne, KOTOPOE MOCTENEHHO BbIAENAETCSH B CAMOCTOS -
TENbHYIO OTpac/ib MeauuunHbl. JanbHenwee pa3sutme
3TOro HanpaeJ/IEHUS CBA3aHO C LUMPOKMM BHEOPEHUEM
reHeTUYeCcknx MeTOAOB UCCNea0oBaHNs B NpPakTUKY.
BmecTe ¢ TeM HopMaTuBHO-NpaBoBas 6a3a NPUMEHeHUS
B KJIMHNYECKOM NPaKkTUKE METOL0B MOJEKYISPHO-LM-
TOreHeTUYEeCKMX N MONEKYNSIPHO-reHeTUYECKMX Nccne-
[oBaHU TpebyeT aanbHelLero CoBepLLIEeHCTBOBaHUS.
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Genetic researches in standards of delivery of health care

Abstract. The analysis of legal base of genetic researches in clinical practice is carried out. Modern standards of medical
care are analyzed. The list of the diseases and pathological states demanding performance of genetic researches is made. The
list of the medical services connected with genetic researches is also made. It is shown, that genetic researches make 10%
of the nomenclature of medical services. From them about 60% medical services provzde diagnosis of somatic pathology,
the others are directed to identification of nucleinic acids of causative agents of infectious and parasitic diseases. Genetic
researches are carried out mainly at a stage of specialized and primary medical care. Genetic researches are included in
20% of standards of medical care. Genetic researches are conducted concerning 15 classes of diseases. More often genetic
researches are conducted for diagnosis of the latent infections, enzimopatiya, hereditary diseases of a metabolism, and also
cancer. There are some problems of cytogenetic and molecular genetic diagnostics in hospitals. Genetic researches are complex
and expensive. Interpretation of the received results is difficult. It is necessary to develop standards of genetic researches. It is
necessary to improve legal base of genetic researches.

Key words: cytogenetic researches, molecular cytogenetic researches, molecular and genetic researches, molecular and

genetic diagnostics, normative documents, medical services, standards of medical care.
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