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S. K. Kononova, S. A. Fedorova, V. L. Izhevskaya, E. K. Khusnutdinova

Introduction of the routine DNA-testing of hereditary monogenic diseases
in the Republic of Sakha (Yakutia)

Innovative methods of DNA diagnostics of hereditary diseases in medical practice of the Republic of Sakha (Yakutia) are

discussed. The results analysis of hereditary diseases DNA testing from 1999 for 2010 years is described. Molecular genetic

diagnostics, where the DNA analysis can be conducted, should be oriented on the population needs of that region in which it is located.

Key words: medicogenetic counseling, hereditary diseases, molecular genetic diagnostics, DNA testing, the Republic of Sakha

(Yakutia).
Joctwkenust B pacimu@poBKEe CTPYKTYpbl T'eHOMa
YeJoBeKa  MO3BOJISIIOT — HCIIOJIB30BaTh  OMOJIOTHYECKHE

1a00paTOPHBIC METOJbl B MEAMIMHCKOW MPAKTHUKE, B TOM
qyucie JUisl MICHTU(GUKAMKA MYTalMOHHBIX TMOBPEXICHUN
B T€HaxX, BBI3BIBAIOIIMX pa3nuuHble 3a0oieBanus. Cpeau
HUX OOJBIIYIO YacTh COCTaBJSICT  HACJICACTBCHHAS
natosiorusi. Kak mpaBuiIO, HACJCICTBCHHBIC 3a00JICBaHUS
XapaKTePU3YIOTCS  KIMHUYECKAM  MOJIUMOPPHU3IMOM |
TCHETHYCCKOW  TeTEPOrCHHOCThIO, HX YacTOTa MOMKET
BAppUPOBAaTh B Ppa3HbIX HNOMyJSIUMIX. MoueKyssipHo-
TCHCTUYCCKUEC METOAbI AUATHOCTHUKU IIO3BOJJAKOT C BBICO-

KO  TOYHOCTBIO  WACHTU(GUIMPOBATH  NEPBONPUYUHY
3a0o0eBaHus IpM MOHOIeHHOM mnaronoruu. Ilpu
MHOTO(aKTOPHBIX 3a00JIeBaHUSIX TeHETHYECKOe

TECTHPOBAHHUE NTOMOTaeT PEIINTh HECKOJIBKO 3a/1a4:

* IPOBECTH CpaBHEHHUE YacTOThl MOJIUMOP(HBIX
BapUAHTOB I'€HOB B BBIOOpPKE OOJBHBIX M B KOHTPOJILHOMN
rpymnIe;

* BBIIBUTH AJUIENM U TaIUIOTHIIBI, ACCOIMMPOBAHHBIC C
3a00JICBaHUEM;

* ONpEeACTUTh OTHOCHUTENBHBIA PUCK pPa3BUTHUA 3a00-
JIeBaHUsl y HOCUTENEH npepacionararomux ameneu [1, 2].

JInd moHMMaHUS NPUYMH HAKOIUICHHS HEKOTOPBIX
HACJIEJCTBEHHBIX  3a00NeBaHW B TOM MJIM  HWHOM
pETMOHE HEOOXOIMMO M3YYCHHE CTPYKTYpbl TeHO(OHIa
MOMYJIAUI ¢ HCIHONb30BaHHEM aHaIN3a OOIIECMPUHATHIX
B3aMMO/JIOTIOJIHSIONIUX TeHETHYECKUX CHCTEM, TaKHX Kak
mutoxouapuansHas JIHK, Y-xpomocoma u HekoTopble
BBICOKOTIOJIMMOP(HBIE yYaCTKH ayTOCOMHBIX T'€HOB [3, 4].

[Mpodunakruka HaCJIEICTBEHHBIX 6omne3neit
SBJIIETCA OJHOW M3 3alady MENULMHCKOW TE€HETUKH, IIPU
9TOM HauOoJjbllee 3HAUYCHHE NPUHALICIKUT MEIUKO-
reHeTuueckoMy KoHcynbtupoBanuio (MI'K), B kotopom
(oKyCHPYIOTCS HE TOJBKO MEIUIMHCKHE M TeHETHYECKHE
BONPOCHI, HO W TICHUXOJOTHYECKHE, ITHUECKUE, COIHalIb-
HbIe MPOOJIEMbI, BOHUKAIOIINE B CEMBbSX C HACIIEACTBEH-
HOI1 marosorueii 5, 6].

TpaguuuOHHBIE KJIMHUYECKHE aHAIU3bl, HMEIOIINe
CcTaryc PpyTUHHBIX (OOmMIl aHaTM3 KPOBM, MOUH,
ABTOMATH3MPOBAHHbIE OMOXMMUYECKHE W HMMYHOJOTH-
YeCKHe MHCCIENOBAaHMUs), KaK W3BECTHO, BBITOIHSIIOTCS
M0 CTaHAApPTU3UPOBaHHOW MeTomuke. CTaHaapTH3AIMS
¢ npumeHennem Habopos i JIHK-auarnoctuku ¢ momo-
b0 TonuMepasHoil nenHoi peakiuu (IILP-nuarnoctu-
KH) ycraHoBjieHa B Poccuiickoil denepaiin B OCHOBHOM

JUIl  AWATHOCTHKM Pa3iIMYHBIX HMHQEKIHUH, HEKOTOPBIX
pactipocTpaHéHHEIX B P® HacinenCcTBEHHBIX 3a00JeBaHUI
(peHMTKETOHYPHSI, MYKOBUCIUAO3 H Jp.) W OIpPEIeIICHHS
OHMOIOTHYIECKOTO POJICTBA.

B mactosmee Bpems JIHK-mmarHoctmka — Oomee
1000 mHacnencTBeHHBIX 3a0oyieBaHUWA MpoBomuTcs B 280
nmabopaTtopusax 3amagHoit EBpomer [7]. DTo He o3HaYaer,
YTO KakAas JadopaTopusi 3aHMMAeTCsl JAWarHOCTUKOW
BCEX HACJEICTBEHHBIX OoJie3Hel. YUHMCIIO HO30JI0THYECKUX
(opM, KOTOpBIE NIHATHOCTHUPYIOTCS B OTACIBHON Jabo-
paTopHH, PEIKO MPEBBIIIAET HECKOIBKO eCITKOB. OOBIYHO
npoBomutcs JIHK-anamms nHambonee pacmpoCTpaHEHHBIX
B JIAHHOM peruoHe OOJe3HeH, a TakkKe psAfa PeaKux
3a00NeBaHAl, Ha KOTOPBIX CIEHUAIHA3UPYETCS JabopaTo-
pusi. Pacmmmpenue  MEXAYHapOOHBIX  CBA3€H  Mexay
nmabopaTopussMu B CTpaHax  EBpormeiickoro  coro3a
crocoOcTByeT BbICOKOH moctynmHOocTH JIHK-mmarHocTmkm
Uil OONBHBIX C pPEOKHUMH 3a00JEBAaHUSIMH HE3aBUCHMO
OT MecTa MX INpOoKUBaHUA. B Hacrosmiee Bpemsi MOKHO
C YBEpPEHHOCThIO cKa3arh, yTo JHK-nuarHoctuka BelluIa
32 CTEHbl HAYYHBIX YUYPEKICHHH M BO MHOTHX CTpaHax
CTAHOBUTCS ~ PYTHHHOM  Mpouenypoil,  cTaHIapTHBIM
AQHAJIM30M, IOKa3aHHBIM JUIi CeMeil ¢ HacieICTBEHHBIMU
3a0oneBanmsiMH [8, 9].

[Ipobnema CTaHAapTU3aLUU JHK-auarnoctuku
HACJIEJCTBEHHBIX 3a00JIeBaHUII B MEAMKO-TEHETHYECKHX
KoHcynbTamusax Poccuiickoit ®enepauun ocraéres 1o-
MPE)KHEMY OCTPOH W3-3a OPraHU3alMOHHBIX, METOIHYEC-
KAX W COLUMAlNbHBIX NPOOJEM, a TaKkKe pa3IndInui
B OTATOIIEHHOCTH HACJIEJCTBEHHOIN IIaTOJIOTHEH U B €€
CHEKTPE MEXIy pa3IMYHbBIMU MOMYJSIIUSAMH. Takum
o0Opa3oM, 0OCyKXICHHE BONPOCOB TIPUMECHEHHUS MOJIe-
KyJSIPHBIX METOJIOB B MPAKTHYECKOW MEIUIMHE BMeECTe
c pa3paboTkoit aJIrOpUTMOB JHK-nuarnoctuku
HACcJIEICTBEHHBIX OOJIE€3HEH SIBIIETCS aKTyalbHbIM.

B nocnennee Bpems Bcé Oombliiee 3HAUCHUE B ACATEIb-
HOCTH MEIUKO-TEHETHYECKOH KOHcynbTanuu PecmyOnuku
Caxa (Sxyrmsa) mnpuoOperaer JIHK-tectupoBanme Kak
OJMH M3 OCHOBHBIX METO/IOB IHMAarHOCTHKH HACJIEICTBEH-
HBIX 3a0omeBaHmid. J{Is MPaKTHYECKOH  METUITHHEI
PC (A1) uccnenoBanus Ha ypoBHe JJHK uemoBeka sSBisrOT-
Csl MHHOBAIIMOHHBIMH, MOCKOJBbKY B MEIUIMHE HAUYNHAIOT
MIPUMEHATHCS COBPEMEHHBIE MOJICKYJISIPHO-OHOJIOTHYECKHE
nmabopaTOpHBIC METOMBI.

[MocranoBka jauarHo3a 3aboieBaHHs —IpEANoaraet
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COIIOCTaBJICHUE KIIMHUYECKHIX CHUMIITOMOB u
NOATBEPXKJIEHUE  UX  JIADOPATOPHBIMH  AQHAIN3aAMH.
JlaGopaTopHble HCCIIEIOBaHUSI B KJIMHHUKE BBIIOJIHSIOTCS
pytunHo. Ilo OTHOWIEHMIO K KIMHHUYECKOH J1abopaTOpHOI
MPAaKTUKE PYTUHHOCTh MOJYEPKUBACT MOBCEAHEBHOCTH H
MHOT'OKPaTHOCTh BBIMOJIHEHUSI T€X MM HHBIX MPOIERyp,
AQHAJIM30B IO ONpeneNnéHHON cxeme—Meroanke. Knnuuuec-
Kasg 3HAYMMOCTh pE3yJbTAaTOB AHAIM30B IS OICHKH
COCTOSIHUSI TAIlMEeHTa BO3pAcTaeT IO Mepe BBIMOIHEHHS
UX B JAWHAMHKE, TapaUIeIbHO C OTHM  BenETCA
muddepeHumanpas  AMAarHOCTHMKa W YCTQHOBJICHHE
OKOHYATEJIBHOTO JHArHO3a.

3a mepuox c¢ 1999 mo 2006 rr. B mpaktuky MI'K
Hamu  Obuiu  BHenpeHbl  Metoabl  JIHK-mmarnoctnkum
5 MOHOTEGHHBIX 3a00JICBaHUUH:  CHHHOILCPEOCIUIIPHOM
atakcuun 1-ro tuna (CLIA1), muoToHM4eckol auctpoduu
(M), HacnenCTBEHHOM MOTOCEHCOPHOW  HEBPONATHH
lapxo-Mapu-Tyc Tun 1A, MHOTOHMYECKOH auCTpOdUU
Hromenna-bekkepa, remoduiun A [10, 11]. B ganpueiimem
mo 2012 r. cOMCOK HACIEACTBEHHBIX OOJE3HEH, auar-
HOCTHUPYEMBIX MOJEKYISAPHBIMH METOAaMU PACIIHPUIICS
no 12 wozomormit [12, 13]. B craThe uCHonb30BaInCh
JaHHbIE  TEHETHYECKOTO  pEerucTpa  HacleACTBEHHOM
u Bpoka¢HHou naronoruu PC (A1) [14, 15, 16].

ITpumensiembie ¢ 1999 r. B MEOUIMHCKOM MpaKTHUKE
SIKyTUM ~ MOJIEKYNISIPHO-TEHETHYECKHE  METOJBl  Cpasy
NpuoOpen CTaTyC pYTHHHBIX KIMHUYECKUX aHaJIH30B
n3-32 OTCYTCTBHS COOTBETCTBYIOIIMX HHCTPYKIHMH H
MPUKA30B o NIPOBEACHUIO JIHK-nuarnoctuku
HACJIEJICTBEHHBIX 3a00JIeBaHUIl B KIMHHUKO-HArHOCTHYEC-
Kux Jaboparopusix. Hamu Obuim paspaboranbl  (opmbl
HaNpaBJeHUH, aHKEThl M WH(POPMHPOBAHHOTO COTJIACHUS
JUIsl TIAI[MEHTOB, & TaKXKe AJTOPUTM pPabOThl MpPHU IPOBeE-
nennn JIHK-ananmza B8 MI'K Pb Ne 1 — HIIM: ¢opma
HarpasJIeHus, Tpoleaypa 3adopa KpoBU Yy 00CiIeqyeMoro,
MOPSIOK PETUCTPAIMK B KypHAJe U B KOMIIBIOTEPHOH 0aze
JaHHbIX, dTanbl BbyieneHus JIHK w3 kposu, mudpoka

oopasuoB  JIHK, mposenenne IIIP, amextpodopesa
MPOJYKTOB aMILIM(UKAINHU, HTOKYMEHTUPOBAHHE IOJIYUYeH-
HBIX pe3ysbTaroB, nomemnienue npodsl JJHK B Oank xpa-
Henust JIHK, odopmiienne mnopsiaka BelIauu pe3ysibTaToB
JHK-nunarnoctuku  Bpauam-renetukam [10, 11, 17].
beun  pasrpaHuueHbl  00sI3aHHOCTH — Bpada-labopaHTa,
ocyiectBiisitoriero coocresenno JIHK-muarnoctuky (mom-
rotoBka mpod k mposexeHuro I[P u amexkrpodopesa,
JIOKYMEHTHPOBAaHHE M BbIaya pE3yJIbTaTOB, BBIIEICHUE
JIHK wu3 mnogHoro wmatepuana), (despaiiepa-iabopanra,
OTBEYAIOIIETO 3a IPUTOTOBICHHE OCHOBHBIX pPEAaKTHUBOB
n Boigenenue JIHK w3 kpoBH, caHuTapa, OTBETCTBEHHOTO
3a Je3MHEKINI0 OTPadOTaHHBIX MAaTepUajoB U YHCTOTY
pabouero mecra u nomemenus. C 2000 r. Bemercsi yder
KOJIMYECTBA TPOBE/ICHHBIX aHAIN30B U Pabouero BpPEeMEHH,
3arpauuBaeMbix Ha JIHK-mmarnoctuky mms pas3paboTKu
HKOHOMHUYECKH OOOCHOBAaHHBIX HOPM BBINOJIHEHHsT pabo-
Tl CIHEIMAINCTAMH MOJIEKYJISIPHO-TeHETHYECKOH J1abopa-
TOpuH B mpakTHueckoi meaunuue [10, 11,12, 13, 17].

B mnacrosmee Bpems B mpaktuke MI'K PC (S) s
MOJICKYJIIPHO-TEHETHUECKOW ~ JUArHOCTHKH  JIOCTYITHO
OKOJIO 16 MOHOTE€HHBIX HACIIEACTBCHHBIX 3a00JI€EBaHUU W,
BO3MOXKHO, MX KOJHMYECTBO B OyJylieM OyleT yBeIudH-
Bathbcsi. Ho 310 He o3nauaer, uro JIHK-auarnoctuka Bcex
3a0osieBaHUi Oy/eT BBINOJHATHCS PYTHHHO. B 3HaunTeNh-
HOW Mepe 5TO 3aBHUCHUT, BO-NEPBBIX, OT H3YYEHHOCTH
B SKYTCKOW MOMyJSIMU 3a00JIeBaHUI, KOTOpPbIE CTaHYT
JIOCTYTIHBI B TEXHUYECKOM HCIOJIHEHUH, U, BO-BTOPBIX, OT
HeoOxoaumoctn wuin 3ddextuBHocTn JIHK-ananmmza kak
MEIULMHCKON YCIIyI'M IUIsl ONpPEAENEHHOW 4acTH Hacese-
Hus. Hanmpumep, KkoimuecTBo OONBbHBIX —(DEHUIKETOHY-
pueii M MYKOBHUCIMIO30M (YacTBIX JJIsI E€BPOINEHCKOI
nomynsamun [3, 18]) B SIKyTn 3HaUUTENBHO HUXKE, TOITOMY
MOJICKYJIIpHAsl IUArHOCTHKA JAaHHBIX HACJIEACTBEHHBIX
6onesuert B MI'K PC (5I) Oyzmer oCyIIECTBIATHCS B Pel-
KHX CIy4asx TpH MOATBEPKICHHHM MOJOXKHUTEIbHBIX pe-
3yJIbTaTOB MAaCCOBOT'O HEOHATAJILHOTO CKpUHUHTA (pHC. 1).

120 -

100 |

40 -

20 |

B DeHUNKeTOHYPUA

Mykosuncumaos

V-

Ky6aHckas
MeKpermoHanbHas
MK, r.PocToB-Ha-[loHy

MTK Pecny6aunkaHckoro
nepuHaTanbHoOro
LeHTpa, r.Yda

MTIK Pecny6aunkaHckoin
60nbHULBI Nol -
HaumoHanbHbIi LEHTP
MeanLMHbI, T. AKYTCK

Puc. 1. KonruectBo 60BHBIX (heHMIKETOHYpHEH 1 MyKOBHIIM/I030M B HEKOTOPBIX perronax Pd [3, 16, 18]
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Puc. 2. [Ipsmas IHK-rarnocTrka cnuHonepeOesusipHoi atakcny 1 Thna

A. snexrpodopes B 2 % arapo3HOM reie

1 - JIHK 6axrepuodara A, o6paborannas pecrpukrasoii Pstl (JJHK-mapkep)

2 - 37I0pOBBIH MAIUEHT

3, 4 - mauuenTsl ¢ u3BecTHbIM ynciioMm CAG-noBTopoB 28,51 u 32,51 cOOTBETCTBEHHO

5-10 - manueHTs! ¢ yIMHeHHbIM ajesieM reHa CLIAL

b. anexrpodopes B 7 % MOIHMAKPHIAMHIHOM Telie

1 - 310pOBBI MaUEeHT

2 - manueHT ¢ ynciioM CAG-noBTopoB 28, 40 (KOHTPOIIB)

3-5 - TecTupyemble NalMeHTHI ¢ YJIMHEHHBIM ajutenem rena CL{A 1

Wnast cuTyanus CKJIAQABIBAeTCAd MpPU HACIEICTBECHHBIX
3aboneBanusix, pacnpoctpaneHusix B PC (). Hampumep,
¢ 1993 roma ObulM TpOBENEHBI MacIITAOHBIE TMOIMYJIs-
nuonnble uccaenoBanus npu CIIA1, B pesynbrate KOTO-
pPBIX  YCTaHOBJIEHa  BBICOKas  PaCHpPOCTPAHEHHOCTh
3a0oneBaHnug B SIKYTHH, BBISBICHBI PaliOHBI HAKOIUICHUS
MYTallu¥, MaToreHe3, ()eHOreHOTUIIMYECKUE OCOOCHHOCTH
[19]. Pe3ynpTaThl KJIMHUYECKOTO W  MOJEKYJSPHO-
reetnueckoro m3ydenus CIIA1 mos3Bomammum B 1999 r.
BHeApuTh JIHK-auarHoCTHKY B MEIHIMHCKYIO MPAKTHKY.
IIpu pyrtunnoit JIHK-mmarnoctuke CLIA1 wucmonb3yetcs
OBICTPBIA W HEJAOPOTOM METOA TPsSMON  JETEKINH
MaTOJIOTUYECKH YATUHEHHOTO ajuiens B 2 % arapo3HOM
rene (puc. 2).

Bornee TowyHOE ompeneneHNe KOJIMYECTBA ITOBTOPOB
B rene CIIA1 TtpeOGyer meroma cekBeHUpoBaHus. Kpome
storo, B mpaktuke MI'K mpumensiorcs paspaboTaHHbIC
stnyeckue mnpaBmiaa JIHK-tectupoBanmst npu Meauko-
reHetnueckoM KoHcynbTHpoBaHnu CLIA1l. 3a gecars net
Obi1o mpoTecTupoBaHo 1170 yenoBek, w3 KOTOphIX 173
nvenn mytamuio CIIA1, BBIIBISIEMOCTh MyTalMM COCTa-
Buia 33 % (tabn.1) [12,13].

IIpn pumarHoctuke MJ[ uMenu MecTo METOIUYECKUE
mpoOIeMbl, CBA3aHHBIE C HEBO3MO)KHOCTBIO HCIIOJIB30Ba-
HUSL MeToJa OJOT-THOPHAM3AINK C PATUOAKTUBHO MCUYECH-
ueiMu JIHK-3081aM1 B pyTrHHOM JIHK-1uarnocTuke.

[omynAIMOHHBIMHU HCCIIeIOBAHHUSIMU CIEeKTpa
HOpManbHBIX BapuaHToB umucia CTG-moBTOpoB B TeHe
MJI Obuta oreHeHa (aKTHUECKas TI'€TEPO3UTOTHOCTH I10
CTG-nokycy ans  SKYyTCKOM  TOMyNALNH,  KOTOpas
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cocraBmia 70 %. Jng wmHOrmx momynsanuid EBpasun
9TOT TOKa3zaTelb Bapbupyer ot 74 no 84 % [20, 21]. B
CpaBHEHHH C OOJBIIMHCTBOM JAPYTHX IMOMYJIIIUN CTENCHb
rerepo3urotHoctd 1o CTG-mokycy y sKyToB Oonee
Hu3kasg. Tem He MeHee, MPU TECTHPOBAHWH HEPOACTBEH-
HBIX TAIMeHTOB IO JaHHOMY Yy4acTKy reHa MJ[ Oonee
yeM B 2/3 ciydacB JO/DKHA OblIa  BBISIBIISATHCS
TeTePO3UTOTHOCTh, YTO TIO3BOJMJIO HCIOJIB30BATH ATOT
noaxon B JIHK-gmarnoctuke MJ[ [20]. B mnHacrosmiee
BpeMms B mpakTuke MI'K pyTHHHO HCHOIB3yeTCs METOX
OTIpeNIeICHUs] TETePO3UTOTHOCTH ajulelied JUIs HCKIIoue-
HUs nurarHo3a M/l y manueHToB U3 OTSTOUIEHHBIX CeMel U
npu auddepenmmansHoil auarnoctuke. JJHK-nuarnoctuka
MJI Osima mposenena y 970 wmamuBumoB, y 691 uHInBHU-
noB nmuarHo3 MJI Obur uckimrodeH. MckimroueHne HOCH-
TenscTBa MyTanuu npu JIHK-muarHoctuke y pojcTBeH-
HUKOB OombHBIX MJI, wmerommx 50 %-HBIH pHUCK
yHacjeIoBaTh MYTAIMIO, KpaifHe Ba)XKHO B IICHXOJIOTHYEC-
KoM acmiekTe (Tadu. 1).

B mpaktnke MI'K pytunHas
MOXET  WCIIOJB30BaThcsi  TpH  JU(depeHranbHONR
nuarHoctuke. Hampumep, B OONBIIMHCTBE — CITydaeB
JIHK-TecTHpoBaHne T'€TEPOreHHONW TPYNIBl HEBPAIHHON
amuorpopru  [lapko-Mapu—Tyc  mpoBoaAnMIOCH  JUIA
uckmouenus IIIMT tunm  1A: w3 326 UHIUBHIOB,
HampasieHubix Ha JIHK-muarnoctuky, auarso3 HIMT Tum
1A moareepmuicst y 51 (tabn. 1) [12, 13]. Ognako u30bI-
TOYHOE HAIPABJCHHUE MAIMCHTOB Ha TU(PPEPCHINATBHYIO
JIHK-nmuarHocTHKY —3HAYMTENbHO CHHUKAaeT e& 3ddek-
TUBHOCTH [17].

JHK-muarnoctrka




C. K. Kononosa, C. A. ®édoposa, B. JI. Hocescras, 3. K. Xycuymounosa. BHEJPEHUE PYTUHHOM JTHK-TUATHOCTUKHN HACJIEJICTBEHHBIX

MOHOTEHHBIX 3ABOJIEBAHUIA B PECITYBJIMKE CAXA (IKYTHS)

Tabmuua 1
Momnorennblie 3a001eBanus, focrynupie 1isi pyTunHoil JIHK-guarnocruxkun 8 MI'K PB Ne 1 — HIIM PC(51)
Bcero B perucrpe MI'K Bceero IHK-tectupoBannbix uenoek 3a 10 et
Ho3zonorus OMIM
o N3 HUX 663 N3 HUX C % BBISIBJICHUSL
OOJIEHBIX cemeit KOJIMYECTBO N . .
MyTanun MyTanuein MyTanun
CLA1 164400 147 33 1170 785 385 33
MA 160900 114 51 970 691 -
oM 164300 50 45 115 68 47 4l
IMT 1 A 118200 37 22 326 275 51 16
HOM 250800 34 32 90 47 43 48
Bcero: 2671 1866 526
Ipumedanms: OMIM — Homep MeHaenmpylomero 3a0oneBaHus 1o karamory Mak Keiocuka; CIIA1l — crnmHOmEepeOemspHas

atakcus 1 Ttuma [10, 11, 12]; MJ] — mmoroHmveckas muctpodus Poccommmo-Kypmmanna-Ilteitnepra-barrena [10, 11, 12, 13];
ODM/] — okynodapunreansHas MuUOTOHHYecKass auctpodus [14, 15, 16]; ILIMT1A — HacinencTBeHHass MOTOCEHCOPHAs HEBPOMATHS
Mapxo—Mapu—Tyc Tum 1A [10, 11, 12, 13]; HOM — HacnencTBeHHas SH3UMOIIEHUYECKast MeTreMoriioouHemus [23].

OtaenbHON TIpoOsieMoit mpuMeHenus: pytuHHON JIHK-
muarHocTHk B mpaktuke MIK  sBisiercs moBBIIIEHHE
JUYHOW OTBETCTBEHHOCTH JIMIl, WMECIOIINX OTHOIICHUE
K TIPOLIECCY MOJEKYIAPHO-TEHETUYECKOH JIHAarHOCTHKH
MOHOTEHHBIX 3a00JIEBaHMI, OTBEUYAIOMHUX 32 JIOCTOBEp-
HOCTh pPE3yJbTaTOB OOCIEIOBaHMs, a Takke KBainduka-
usl  Bpada-abopaHTa, OCYMIECTBIIIONIET0 COOCTBEHHO
anamm3. M3BectHo, uro B CHIA, Hanpumep, K MOJEKYJISp-
HOW JAMAarHOCTHKE IOIMYCKAIOTCS CIEHHAINCTHI, UMEIOIINE,
mo MeHblmed wepe, crenedb Ph.D [22]. OrcyrcrBue
B Poccum ciyx0bl BHENIHETO KOHTPOJII  KadecTBa
MOJICKYJIIPHO-TCHETHUECKUX ~ MCCICOBAaHUH, a TakKxKe
MOCTECTUIUVIOMHOM  TIOATOTOBKH  CIICHAIUCTOB IO
MOJICKYJISIPHOW TE€HETHKE MPEIATCTBYET  IIMPOKOMY
ucnoib3oBanuio  JIHK-1uarHocTMKM — HACJIEACTBEHHBIX
3a00IeBaHMIA B TPAKTUKE pernoHambHBIX MIK.

Kak mpaBmio, pe3ynbTaTOM 3aBEepIICHHBIX Hayd-
HBIX HCCIENOBAHWN MO BBIICHEHHWIO  MOJICKYJISIPHO-
TEeHETUYECKON MPUPOJIBI M MOMYJISIMOHHBIX 0COOCHHOCTEH
PacTpoCTPaHEHHOCTH TOTO WM WHOTO HACIEJICTBEHHOTO
3aboneBanust  sBisiercss BHeapenue JIHK-gumarnoctmkum
JAHHOI TATOJNIOTMH B MEIWIMHCKYIO IPAaKTHKY, TAe OHa
npuobperaet craryc pyruaHoi JJHK-nmuarnoctuky.

[TockombKy =~ MOJEKYJSPHO-TEHETHYECKHE  METOJBI
MUATHOCTHUKH  HACJIEACTBCHHBIX  OONE3HEH  SIBIAIOTCS
HOBBIMH M HE BIIOJHE ONMPOOOBAaHHBIMH B KIMHHUYECKOH
npaktuke MI'K, ouepTuM X OCHOBHBIE OCOOCHHOCTH:

1) nnsa BHeapenus: JJHK-auarHoCTHKU TOTO MM WHOTO
HACJIEICTBEHHOTO 3a00JIeBaHUsl B PyTUHHOM mpakThke MI'K
HEOOXOIMMO TPEIBAPUTEIFHO W3YYHTh YacTOTy BCTpe-
4aeMOCTH 3a00JI€BaHUS B TOMYJIIHH, OICHHUTH BOCTpE-
OOBAHHOCTH aHAIIM3a OTPEACIIEHHON IPYIITION HACEICHHUS,

2) B OTJIMYHUE OT JHOOOTO CTAHJAPTHOTO KIMHHYECKOTO
uccnenoBanus, knuHUYeckuid ananmmz JIHK He wmoxker
OBITH BBINIOJHCH B JAMHAMHUKE, €0, KaK MPaBUIIO, BBIIOJ-
HSIOT I TAIMEHTa BCEr0 OJUH pa3 (32 HCKIFOYCHUCM
nepenpoBepku pe3ynbraToB). JJHK-muarnoctuka siBiseTcs
AQHAIM30M «IIOCJIEeIHEH MHCTAHIUW, CIIE0BATEIbHO, Mpe-
BapHUTEIIBHO JIOJDKCH OBITh YCTAHOBJICH TOYHBIN KIMHUYECC-
KU JIMarHoO3;

3) mpoueaypa BBIIOJHEHUST METOJUKA U HHTEpIpeTra-
nun  pesynbratoB npu  pytuHHod JIHK-guarnoctuxe
JIOJDKHA OBITh JIOCTATOYHO TIPOCTOW ¥ HEIOPOTOH, dYTO
OOBIYHO JTOCTUTACTCS HMCIIOJIB30BAHUEM IPSIMBIX M KOCBEH-
HbiXx MetoqoB JIHK-muarHocTwku, a Takke aBTOMAaTH3a-
uuen nporecca;

4) JIHK-gmarHOoCTHKa HAaCIEICTBCHHBIX OOJC3HEH B
npaktuke MI'K HepaspbIBHO CBsi3aHa C MOpPAIBLHBIMHU IIPO-
OmemMaMu W TpeOyeT STHUECKOTO PETYJIUPOBAHUS B BHUJC
MPUHATHUS OnpeenéHHbIX npasui npumenenus: JJHK-guar-
HOCTHUKHU U METUKO-TEHETUUYECKOI0 KOHCYJIbTUPOBAHUSI.

MornekynsipHO-TeHeTHYECKasl J1adopaTtopusi, TIe MOTYT
MPOU3BOJUTHCS ~ AHAIM3BI, JOJDKHA OBITh OPUCHTHPOBAHA
Ha HYXJbl HaceJIeHHsl TOro pEeruoHa, B KOTOPOM OHa
pacrnonaraercsi, APYTMMU CIOBaMH, JIOJDKEH BO3HUKHYTh
CIIpOC  HA  TpeularaeMylo  MEJIUIUHCKYIO  YCIyry.
O pyrunHoctu JHK-muarHoCTUKH MOMKHO yTBEPKIATh,
eCJI COOJIIOAAeTCs Psii OpPTaHU3AIMOHHBIX, METOIUYCC-
KHX M JTHYCCKUX YCIOBHU. JIOMKHBI OBITH BBIPAOOTAHEI
anroputMbl JIHK-nuarnoctuku juist kaxaod HO30JI0OTHU B
3aBUCHMOCTH OT MEJUIIMHCKON M COIMAJIbHOW 3HAYUMOCTH
HACJICJICTBEHHOTO 3a00JICBaHUSI C IENBIO0 TOBBIICHUS (-
(DeKTUBHOCTH MEIUKO-TCHETHUCCKOW IMOMOIIU  CEMbSIM
C HACJICACTBEHHOM ITaTOJIOTUEH.
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