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Ioaxoas! k JIHK-auarnocruke MOHOTEHHBIX 3200/1eBaHHI B IPAKTHKE
Me/IHKO-TeHeTHIeCKOH KOHCYyabTanul Ky THH
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Bnepebie 6 npakmuky meduxo-eeHemuveckoi koncynomayuu PENel-HIIM enedpervr MONEKYNAPHO-CEHEMULECKUE MEMO-
Obl uccnedosanus. Paspabameigaromesa nodxodsi k JHK-OuazHocmuke MOHO2eHHbIX 3a60ne8aHuUll. CRUHOYepeberIapHoll
amaxcuy 1-e0 muna, muomonuyeckos oucmpoguu, 6onesnu Llapxo-Mapu-Tyc, muooucmpoguu Hwowenna-bexkepa, cemo-
punuu A. Obcyscoaromen cocmosnue u npobremst npaxmudecko2o npumenenus JHK-duaznocmuxu 6 Sxymuu 6 pamkax
danbHeliwezo pazeumMus MeouKo-2eHemuseckol cayxcou Poccuu.

Knioueswie cnosa: [JHK-Ouaznocmuxa, MoHo2eHHbIE 3aD0Ne6AHUA, MEOUKO-2EHEMULECKAR KOHCYAbMAYUA.

Molecular-genetic research methods have been introduced for the first time into practice of the Medical Genetic Consulting
Clinic of the RHNe 1-NCM. Approashes to DNA-diagnosis of monogenic diseases are being cultivated: spinal cerebral ataxia
of typel, myotonic dystrophy, Sharko-Marie-Tus’ diseases, Dushenne-Becker s myodystrophy, A hemophilia. State and problems
of the DNA-diagnosis practical application are discussed within further development of the Russian Medical-Genetic Service.

Key words: DNA-diagnosis, monogenic diseases, medical genetic cosultation

MonoreHHble 3a6oneBaHus, COCTABIMIOME MOKa
e11e OCHOBY KJIMHWYECKON N'eHETHKH, MHp U3y4daeT 6e3
MaJtoro yxe ¢1o jeT ['onoM poxaeHNa KIMHHUYECKOH
TeHETHKH IpUHATO cuutars 1902 rof, korna aHmmiic-
kuit Bpad A I 'appoa coBmecTtHo ¢ O.I'ansroHoM 1 Y. bet-
COHOM OITyGJTAKOBAJIH NIepBOe COOOIIEHUE O PELIECCHB-
HO Hac1eLyeMoM 3a00/ieBaHuy — afnpKanToHypui [15].

OnHaxo, HECMOTPS Ha BEKOBYIO HCTOPHIO, KIMHU-
yeCcKas NeHeTHKA — Hayka Monojas u OypHo pa3suBa-
olasica, ocobeHHo Onaronaps ycrexam MONeKyJIsp-
HOW OHONIOTMH ¥ TEHETHKH, KAPTUPOBAHMIO U U3yue-
HHIO Bce OOMBLIEro YKcsla FreHOB, OTBETCTBEHHBIX 32
TO WK BHOE 3a00neBanye WK Ipu3Hak. B niocnennve
rosl 6onee NpHUCTaIbHOE BHUMAaH|e YUCHBIX [TPUBTie-
KaloT K cebe MynpTidakTopHanbHble 3a001eBaHUs U
3aoneBaHus ¢ HACIEACTBEHHOM Mpe/ipacionokeHHO~
CTBIO, T.K., C OAHOH CTOPOHBI, O0JIE3HH, OTHOCAILHECS
K IPyIIre MOHOTCHHEIX, COCTaBILIIOT HE3HAYHTEIIbHBIH
npoueHT oT oduero yucia 3a60JIeBaHNH, a ¢ Jpyro,
— NOHUMAaHHE MEXAHH3MOB Pa3sBHTHUS MYIETH(AKTO-
pHanbHbIX 3a0oneBannii, ”HQOpMaLUsA O reHeTHYeC-
KHX TIPEAPACIO/IOKEHHOCTIX KOHKPETHOIO YEJIOBEKA
K TEM WJIK HHBIM 3a00JI€BaHUAM H BO3MOKHOCTB CO-

KOHOHOBA Capnana KonoHoBHa, ctapiuuii HayuHbIi
COTPYAHHK 1ab0paTopuK MOJIEKYIAPHOI FeHeTHKH OTaena
monexynsipHoit renetuk SIHLL PAMH wu IlpaButensctsa
PC(A), k.6.1.; DEJOPOBA Cappnana ApkaabeBHa, 3aB.
nabopaTtopuel MOJEKyIspHON TreHeTUKH oOTAena
monekynsapHoii redetukn STHIT PAMH u TlpaButensctBa
PC(A), k.6.1.; CTETIAHOBA Cgsemiana KuMoBHa, Bpay-
6uonor MI'K Pb Nel-HMI[
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3J@HHS WHAUBHIYAJTLHBIX MTOJIXO0B K UX Teparuy —
BCe 370, 0e3ycioBHO, Oosiee MHTEPECHO M MEPCHeK-
THBHO, Y€M JIHarHOCTUPOBATh TO, YTO I0Ka HEBO3MOX-
HO BbUTeuHTH. Ho npenuKTHBHAA H MOJCKYJIspHai
MeMLMHa — 3TO Aelio OyayIuero, Ha KoTopoe paboTta-
10T J1abopaTopuy MHOTHX CTPaH, a4 B MEIHKO-TCHETH-
YECKHMX KOHCYJIBTALMAX BpavaM IPUXOANTCS CTaJIKH-
BaTBCA C CEMBSIMHU, B KOTOPBIX €CTh OMH HJIH HECKOJIb-
KO GONBHBIX AETEH, U, KaK IPaBHIIO0, ITH 3a00eBaHNS
OTHOCATCSA K MOHOTEHHBIM [12].

MouoreHHsie 00n€3HM, YHCIIO KOTOPBIX Ha Ceroft-
HSLIHWH JeHb OLEHUBAETCA B 4-5 ThICAY HO30JOTHH,
MOAYMHSIOTCA MEHIE/ICBCKHM 3aKOHaM Hac IeA0BaHHA
M BBI3BIBAIOTCS TIOBPEXKICHHUEM IMEPBUYHON CTPYKTY-
pet JHK B onHom rene. Hecmotps Ha pasHooOpasue
MEXAHW3MOB, BBI3BIBAIOLIMX MyTALMH B I'€HaX H IIpH-
BO/AIIMX K HACIEACTBEHHEIM 3a00/1e8aHHsM, BCE 3TH
Oosie3Hn 00beHHAET OTHO — TAKEJI0€ UHBATHAU3U-
pyloLiee TE€UCHHE, B PAAE Cliy4aeB — PaHHAsI CMEpT-
HOCTb, BEICOKHH MOBTOPHBIN pUCK B ceMbsax. M xot,
[10 JaHHBIM CTaTHCTHKH, TOJbKO 2% cemMed uMeror
ZieTel C Cepbe3HBIMHU HACEICTBEHHBIMH 3a00/1€BatH-
SAMH, TeHETHYECKHE TaTOJIOTHH OTBETCTBEHHBI IPH-
MepHO 3a 40% nerckux cMmepred. Kpome Toro, pan
HAaCJISJICTBEHHBIX 3a00NeBaHU UMeeT Tak Ha3biBae-
Mblit o3aHui aediot (Xopea [ eHTUHITOHA, MO3XKSY-
KOBBIE aTAKCHH U Jp.), T.¢. pa3BUBAIOTCA Ha 3-5-1ecs-
THACTHS XKU3HU, VIX IpOsABICHUs CBA3aHB! C BBICOKOH
HMHBATMAU3aLMEH, cOUMANbHON ae3aaanranmeit u B
KOHEYHOM HTOTE IIPeKAESBPEMEHHON CMEPTHIO HHJiU-
BMIyYMOB B Bo3pacTe HauGosnbiuel TpyaocnocoGHo-
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¢TH. M3 9THX riokasareseii HamIAAHO BEITEKAET OFpOM-
HO¢ COLHAaNLHOE 3HAY€HHEe NUArHOCTHKH Hacliel-
CTBEHHO# TNAaTOJIOTHH, MEAMKO-IeHETHYECKOIO KOH-
CYJBTUPOBaHUA CeMeH C LIENBIO MPOQHIAKTHKHY BO3-
HUKHOBEHHUs 3a0osieBaHUH, 00Jaal0INX TAKEITbIM
NPOTPEIMCHTHEIM TEYEHHEM M XapaKTePU3YIOIUXCA
OTCYTCTBUEM PaJMKaIbHBIX METOIOB JISUSHUS,

Hawn uccnenoBanus nposomsatcs B pamkax Pec-
Iy ONMKaHCKO# NesieBoi rporpammbl « PazsuTHe reHo-
AMarHocTHKu 4esnoseka B PecryOnnke Caxa (SkyTHs)
Ha 2001-2005 roxw», npuusroi INocTaHoBneHHeM
[Ipasurenbersa PecryGanku Caxa (SIkytus) or 11 mas
2001 ropna Ne277, npeycmarpusaroineii pacuinpeHne
00BbeMa KOMIUTEKCHBIX TPOGUIAKTHIECKUX MEPOTPH-
ATUH 10 IMarHOCTUKE HAC/IeICTBEHHbIX 3a00Ie BAHUIA,

B 2000-2001 rr. B oTae/e MOJIEKYISPHOM FreHETH-
ku MI'K Briepsbic BHEAPEHb! METO/IbI MOJIEKYJIAPHO-
FCHETUYECCKOHM JMAarHOCTHKM 5 MOHOTEHHBIX 3aboine-
BaHWH, pacnpoCTpaHeHHBIX B Ky THH: criUHOLIEpebes-
JapHO# atakcuu 1 tuma (CIIA1), MUOTOHMYECKOM
auctpodun (MJ1), Muonuctpoduu omenna-bekke-
pa (M), 6onesun llapko-Mapu-TyTta tuna 1A
(IIMT1A), remodusun A [14].

Kak ¥3BecTHO, B MOJIEKY/ISPHO-TEHETHYECKON OH-
arHOCTHKE MOHOTEHHbIX 00JIe3HeH MO BO3MOXKHOCTH
HCTIOJIb3YIOTCSA MPAMBIE METObI, OCHOBAHHBIE Ha MO-
MCKE IaTOJIOTHYECKHUX MYTAaLMi, MPUBOISIIUX K 3a-
bonesanuio. [psmbie MmeToabl JIHK-AHArHOCTHKH B~
JAI0TCA TOUHBIMH, MOTYT OBITH HCIOJIB30BAHBI IS
TIOATBEPKASHHS KIIMHUYECKOTO AHArHo3a 1 B [IPECHM-
ITOMaTH4eCKOH THarnocTHke. HemanoBaxkHO Takike,
YTO OHH MOTYT ObiTh HH(QOPMATHUBHBI B CEMbAX Oe3
po0aHza, TIOCKOJIBKY aHAIN3 MYTalliil BOZMOXEH Y
poautenek GonbHoro pebenka. I1pu pazpabotke nmoa-
XO[0B K MOJIEKY/APHO-T€HETHYECKOH NHarHOCTUKE
MOHOTE€HHBIX 3200 1€BaHUH MBI IPUMEHAIIH MIPAMYIO
JAHK-mnarHocTuky s crimHouepeGeisipHoi aTak-
CMH 1-ro THma, HeBpajibHOM amuorpopuu Hlapko-
Mapu-TyTta Tuna 1 A u muoaucTpoduu JllomeHa-bek-
kepa. [Ipamas JIHK-nuarsoctuka CLIA1 npencraeie-
Ha Ha puc. 1.

K xocsennbiM (HenpsimbiM) Metonam JIHK-guar-
HOCTMKM mpuberaroT Jubo Kak K JOTOITHUTENbHBIM,
b0 B cilyyae HEBO3MOKHOCTH OOHapy»KUTh MyTa-
UMK B ucclieqyeMoid cembe. OHU OCHOBAHBI Ha aHAJTH-
3¢ TCCHO CUCILICHHBIX C MaToJIOTHYECKUM I'€HOM II0-
numopdHeIX MapkepoB. Ha puc. 2 A,b noka3sana snek-
TpodoperpaMmma ABYX MOAMMOPGHBIX MapKepos:
[1IP® HindIll u (CA) -nosropos

AHanws HacsleIOBaHuKs ajulelNiel TUX nonuMopd-
HBIX MapKepoB K 3a00J1€BaHMsl B CEMbeE ITO3BONIAET OTl-

pelenuTh, C KAKUMH a/UIEe/SIMU B JaHHOHM POROC/IOB-
HO cuerieH NOBPeXXASHHBIN I'eH, U, CIEJOBATENBHO,
HPOCJIeIUTh €r0 HACJIeA0BaHUE B NaHHOH ceMbe Mo
CLICIIJICHHBIM C HUM MapKepHbIM ayensM. Omnpene-
JIAIOMIUMH YCIIOBHSIMM IUIS NPOBEACHHS KOCBEHHOM
JIHK-nuarsoCcTHKH SBIISIOTCS YBEPEHHOCTD B KITHHH-
YeCKOM JMarHo3e, OTCYTCTBHE TeHETUYECKOH reTepo-
T€HHOCTH, JOCTYMTHOCTb HEOOXOAMMBIX YWIEHOB CEMBH,
Y, KaK TMpaBwIo, IJIs1 UCCIeNOBaHus TpebyeTcs rede-
TUYeCKUH Martepuan nipobauna [4, 5, 7]. Ha puc.3
NpeacTaBjIeH MpuMep o0CIe0BaHHA CEMBU C FEeMO-
dunueit A no asym nonumop¢HelM MapkepaM. Kak
0Ka3aJIoch, OJIHa M3 cecTep nmpobaHna sABiiseTcs rete-
PO3UTOTHOM HocuTeabHULICH reModunnu A, a Apyras
- He HOCHUTENbHHLA 3a00IeBaHu.

CylLecTBYIOT ONpeAeIS€HHbBIE CJOXKHOCTH Ha Opra-
HU3a[IMOHHOM H METO/IMYECKOM YPOBHAX MPHMEHEHH
JHK-nuarsoctuxu B npaxkthke MI'K PBNel-HIIM
PC(S1) (Tabn.1). BepositHo, Ha criemytoneM 3Tarne HaM
clieAyeT NPOJO/LKUTh HCCIIEIOBAaHMA 110 JaHHBIM IATH
MOHOTEHHBIM 3a00JIeBaHUsAM H YIYHLIUTH Ka4eCTBO
ripoponumeix JIHK-ananusos, npexiae 9em mMpoko
vcrnons3orars B npaktuke MI'K monekynspro-rene-
THYECKYI0 AMarHOCTHKY OPYTHX PacrpoCTPaHEHHBIX
B SIKyTHM Hac/I€ICTBCHHBIX OOJe3HEH.

OnHoii u3 nmpo6ieM UCIONB30BaHHs MOJIEKYJIAPHO-
reHeTUYECKOM AUarHOCTHKHU NMPU MeMKO-TeHeTHYEC-
KOM KOHCYJISTHPOBaHHH SIBJIIETCS HEBEPHO BBICTaB-
JICHHBIH KIIMHUYECKUI AUAarHo3 Wik OTCYTCTBHE TOY-
HOM KIMHMYeCKOH Bepuuxalmu quarsosa. [ipu Ha-
3HAYEHHH MOJIEKYJIIPHO-TeHETHHECKOH JHArHOCTHKH
Bpauy-reHeTHKY HeoOXOAUMO 4eTKo cHOpMYTHUPOBATDH
3a/1auy UCCIelOBaHHS, HCXOA U3 TIOHHMAaHUS pealb-
HbIX BO3MOXXHOCTEH HCHOB3yEMBIX METONOB M TEX-
HOJIOrMH, a TaK)Ke NpefoCTaBUTh BCIO HEOOXOANMYIO
JU1sl IPOBE/ICHHS HCCIIeAOBaHUS KIIHMHHYECKYIO HHbOp-
MaUMIo, NPEIBAPUTENBHO COOPaHHYIO H MPOBEPEHHY IO
uM. UMeHHO Tako# Moaxos mo3BoJyisieT JOCTHYb MaK-
CHMAJIBHO BO3MOKHOM JOCTOBEPHOCTH U 3P PeKTHB-
HOCTH MOJIEKYJIAPHO-TEHETHIECKOT0 00Cae0BaHUS
OTATOLICHHBIX ceMei U obecrednBaeT B AajIbHEHIIEM
aJleKBaTHOCTh MHTEPIIPETAaly BPa4yoOM PEe3yNAbTaToR
UCCeoBaHus naueHTy [8, 9].

BaskubiM HampablieHHEM JeSTeIbHOCTH MEIMKO-
FCHETHYECKOW CJTyKOBI SB/AETCA NpeHaTaabHas Iu-
arroctuka. Ilpy OTCYTCTBHM paIMKaJIbHBIX CIOCO00B
JIeYeHUsI MOHOTEeHHBIX Oosie3Hel npeHatanpHas JIHK-
JUATHOCTHKA ABNsgeTcs HanOosee 3P PeKTUBHBIM CIIo-
co60M MpodHIaKTHKH HACNIeICTBEHHBIX 3a001eBaHuil.
3a pu roga 8 MK PBENel-HIIM Met ocymecTsunm 16
pOLIe Ty p PEHATaIbHON IMarHOCTHKH, TPOBEICHHBIX
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11O4XONAb! K JHK-THATHOCTHKE MOHOI'EHHbBIX 3ABOJIEBAHHH B IIPAKTHKE
MEJJUKO-TEHETHYECKOH KOHCV/IBTALJHH SIKYTHH

Tabnnua 1

Coctonnune paspaborku noaxonos k AHK-anarHocTnke monorennnix 3a6onesannii B MTK PBENel — HIIM PC(SI)

MoHoren- [omy asuxoHHO- IlpakTuyeckoe NpUMEHEHHE CyuiecTByOLIHE I1pO-
Hoe 3a60- reHeTHYEeCKUe B MI'K PC(ST) OneMbl M HEIOCTATKH
SIEBaHUe HCCIIeNOBaHuU
B SkyTuun
HzydeHa reneruye- Paspabotka cxemsr JTHK- HepaspaboTtanHocTb Me-
CKas CTPYKTypa H TECTHPOBAHUA H MEIHKO- JIMKO-COLMAIIHEIX ac~
PacrpoCTPaHEHHOCTE | FTEHETHUECKOTO KOHCYIBTHPOBA- | NEKTOBR NPOQUIaKTHKH
MYTAlMH B Oy Jif- HUsl, NOATBEPKIACHUE AHarHo3a CLIA1, 6noaTHueckHe
uuu [11] Metonom npsamoit JHK- npobnemsl MI'K, cBs-
CHATL AWarHocTHkH, nuddepenunans- | 3annsie ¢ JHK-
Haa JHK-nuarHocruka, npecum- | tectupoBanueMm CLIA1
nromatuyeckas JTHK-
JAMarHOCTHKa, NIpeHaTajIbHast
JHK-anargocTrka
IposeneHo uceneno- | OnpexnesieHHe reTepo3uroTHOCTH | Metoauueckue npobne-
BaHMe CriekTpa Hop- | mo yuactky CTG-NOBTOpOB Ayt | MBI IpMMeHeHus 610T-
MaJbHbIX BADHAHTOB | McKJtoueHus MJ]y poacTBeHHH- | rubpHAM3aLMu C paguo-
yncna CTG-noBTopoR | KoB 60JbHLIX U nipu Auddeped- | aKTHBHOH METKOMH B py-
MO B rese MJI B nomyasi- | LuanbHOH AMArHOCTHKE THUHHBIX HCCNIEA0BAHUAX
nyu [13)
Moarsepxuenue kniHuyeckoro | Hua3kuid mpoueHT BLIsB-
nuartoza UIMTI1A npu Beisienie- | nsemoctu LLIMTIA, He
HUK Oynaukauui B rene PMP22, | npoBOANTCH FEHOTHITH-
nckmodenue INIMT1A npu nud- | poanue opyrux dopm
HIMTIA He nporommmce (bepeHIMaNbHON THATHOCTHKE MOTOPHO# W CEHCOPHOH
nediponatuii LIMT
IMpumenenne npsamoii JHK- He paspaboTana yeTKas
QMAarHOCTHKH 1yid oOHapyxenns | cxema koceeHHoit JIHK-
JeNeHNH S5K30HOB B I'€HE JMC- AMarHOCTUKH JIA ceMel
TpodHHa ¢ nomomsio MynsTuri- | ¢ MJIJI/B ¢ npuMeteHH-
nexcHolt ITIP, ucrone3oBanue €M Pa3IHYHBIX TIOJH-
a/IeIbHBIX BApUAHTOB JNHYKNe- | MopdHBIX Mapkepos. He
MA/B He nporoausiuce otuaHbIX CA-IOBTOPOB B HHTPO- | HCMOJNB3YIOTCA BHY TPH-
Hax 45,49,50 ~ STR-45, STR-49, | renHble nonuMopdusie
STR-50 MapKeph!
OueHka MHOPMATHBHOCTH 110 He paspabortana uetkas
NOSUMOP(HBIM AHHYKICOTHI- cxema koceenHoH JJHK-
HpiM CA-oBTOpaM 3k30Ha 13 M | IHArHOCTHKY AJist CeMei
I'emodunusa | He nposoaunuce TAP® HindI1 ans skeHmuH 13 ¢ remodmineit A, He
A ceMmeit ¢ remodumer A NIpUMEHAETCS NpAMas
JHK-auarsocTrka npo-
TSAXKEHHBIX HHBEPCHH B
reHe F8.

C TOMOIIBIO METOZA WHBA3HBHOH XOPHOHGHOINICHH Ha
paHHUX cpokax GepemeHHOCTH. ClieIyeT NOAYEPKHY T,
4TO BO BCEX CJTyqasiX NPEHaTaIbHOM JHarHOCTHKH NPH
KOHCY.IETUPOBAHUU OepeMEHHON NPHOPHTETHBIM UL
Bpaua-reHeTHKa OblT BRIOOP JKEHILHHBI OTHOCHTEIBHO
HEOOXOMMOCTH COXPaHEeHHs WIH mpepbiBaHus Oepe-

MEHHOCTH 110 MCAULHUHCKHUM TMOKa3aHUAM.
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Bumecre ¢ TeM, KaK OTMEYaeT ONHMH H3
CTIELMaIMCTOB B 00NaCTH MOJIEKYNAPHOW T€HETHKU
Bapasos B.C., «Henb3s He OTMETHTh HAMETUBILHMICH
U OBICTPO YBEIMYUBAIOLIMICA pa3peIB MEXAY Hay™-
HBIMH pa3paloTKaMH MepeloBbIX LIGHTPOB U nabopa-
TOPHOM U NPaKTHIECCKON CITyKO0M MEAULIHHCKOH re-

BeIyLIHX

HETHKH B oOnacTu MOJICKyJ'IHpHOﬁ AUArHOCTHKHY.
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baaropaps cBoeil ynusepcansuocty, metonn J{HK-
AWArHOCTHKH MOTYT OBbIThb MCIONIBL30BaHbI Ui JHar-
HOCTHKH CaMBIX Pa3HbIX HACIEACTBEHHBIX 3a00JieBa-
HUM, CITMCOK KOTOPHIX MO MEpe yBEeAHYEHUS 4YuC/a
KapTHPOBAHHBIX H KJIOHUPOBAHHBIX TCHOB CTPEMH-
TENIBHO BO3pacTaer [1].

Bcero B karanore HacieACTBEHHbIX 3a601eBaHMI
Mak-KbtocuKa (OIMH U3 agpecoB ICKTPOHHOM Bep-
cuu karasora 8 Murepuere — http://www.ncbi.nlm.nih.
gov/Omim/), BIIIOYAIOIeM ONUCAaHUs HACJEeACTBEH-
HEIX Oonesdeii, 3a6oeBaHuMi ¢ HAC/ICACTBEHHOM Ipe-
pacroioKeHHOCTBIO U 3alMCH O TeéHaX, MyTalHd B
KOTOPBIX NPUBOJAAT K TakuM Gone3nsM, 6onee 10 300
sanuced. B HacToAlee BpeMst TPYAHO Jaxe OLCHHTD,
WISl KAKOTO KOJIMYECTBA HAC/IEACTBEHHBIX Oone3Hei
MOKET OBITh NMpOBeAeHa WK yxe nposonurcs JJHK-
aumarnoctuka. [lo-suaumomy, Takux 3abojieBaHHi
6onee 1000. Pyrunnas JHK-anarHocruka 385 3a6o-
nesanui nposoautes B 280 naboparopusax 3anagHoi
Espornel (azipec esponeiickoro karasiora raboparopuii
AHK-guarnoctukn B HHTepHete — http://
www.eddnal.com). 310 He 03HaYaeT, YTO Kaxmas Jia-
GopaTopHs 3aHUMAETCA JUarHOCTHKOM GOMBIIOrO KO-
AM4ECTBA HACJIeCTBEHHBIX O0sIe3HEeH — MX YUCII0 pefl-
ko npesocxoaut 10-12. O6pyno s JTHK-anamu3
4acTH 3TUX 3a00/1eBaHNI OPUEHTHPOBAH Ha PETHOH, B
KOTOPOM pacrojoxKeHa J1abopaTropus, OCTandbHbBIE,
Oonee penkue 3a6oseBaHMs, AMATHOCTHPYIOTCS Ha
MOJIEKYISAPHO-TEHETHYECKOM YPOBHE AJISi HACEICHUA
Bcel cTpanbl. KpoMe Toro, paclmpsiroTcest CBSI3H MEXK-
Iy nabopaTopuAMHU Ha MEXKAYHAPOAHOM YPOBHE, OCO-
6enHo B crpaHax EBponeiickoro coro3a. B HacTosILee
BPEMS MOYKHO C yBepeHHOCTHIO cKka3ark, yro JAHK-au-
arHOCTHKa BBIIIIA 3 CTeHbl HAYYHBIX YUPEXACHUIT U
BO MHOTHX CTpaHaX CTaHOBHMTCSI PyTHHHOM MpoLeny-
PO#i, CTAaHAAPTHBIM aHAIM30M, ITOKa3aHHbBIM AJIS ceMel
€O MHOTHMH HacJIeICTBeHHbIMHY 3aboneBannamu [6, 10].

B Poccuu noctynHe! MONeKyasSpHOH ANArHOCTHKE
oxojio 50 HacyeacTBeHHBIX 3abonesanuit. Hanbois-
lIee KOJIUYECTBO MOHOTEHHBIX O0Jie3Hel [uarHocTu-
pyroTcs B 1abOpaTOpHH NPEHATaIbHON AHATHOCTHKH
HUHAuUL v, [1.0. Orra PAMH (60nee 20 3abonera-
Hui) u B naboparopun JHK-guarnoctuxn MI'HIY
PAMH (28 monorennsix 3aboneBanuii). Hanpumep,
no panneiM HUHAuL um. [1.0.0Otra,  koHLy 2000 .
Ob10 npoBeieHO 594 aHanHU3a MO NpEeHaTAILHON IH-
arHOCTHKE MOHOTeHHBIX Oonezned. B 177 cmywasx
AvarHo3 3abonesaHus ObUI YCTaHOBICH M OepeMeH-
HOCTH PeKOMEHAO0BaoCh npepBarb. CylliecTBEHHO,
YTO OCTa/bHblE 00C/IEAOBaHHBIC KEHIHHDBI CeMei
BBICOKOTO PHCKa B pe3yJIBTaTe MPOBEASHHON IHarHo-

CTHKHW HOJYYWIH peastbHblli 1IaHC C YBEPEHHOCTHIO
poauTts 3n0posoro peberka [10].

IIpn sTOM Nnoxas OCBEAOMJIEHHOCTh HE TOJBKO
HACeJICHUs, HO Jake Bpaueil, BiJouas pabOTHHKOB
MEAMKO-TEHETHYECKOH CiTyxO0bl, O peaTbHBIX BO3MOXK-
HOCTSX NPEHATAIbHON AHArHOCTHKY HACAENCTBEHHEIX
OonesHeil B Haillel cTpaHe 3a4acTylo BeAeT K Jocaj-
HBbIM HEJOpa3syMCHWAM, KOrja CCMbH BbICOKOTO puc-
Ka, 06paTHBIIKCH 3a TIOMOMIBIO B 3apyOeiKHbIe LIEHT-
Ppbl, NOJTY4alOT PEKOMEHAALMIO NIPOBECTH HEOOX0H-
Mble KcceaoBaHus B Poccu, rae 3anpamusacMas
JHArHOCTHKA He TOJIBKO BIIOJIHE OCYUIECTBUMA, HO M
npoBoautcs 6ecrutatHo [1].

Koopaunanyio opraHH3aliiOHHO-METOAHYECKOH
paboThl 1o 31O NMpobiieMe BO3N0KEHO OCYIIECTBATD
KoHCYNBTaTHBHO-METOAHYECKOMY COBETY MEIUKO-Te-
HETHYECKOH cyxObl Munsapasa PO. CrnienranncTsl
MOAUYEPKHBAIOT, YTO HEOOXOMMO TAKIKE YIHTHIBATh 1
peruoHanbHbie 0COOEHHOCTH MEAMKO-TeHETHYECKOH
CITyKObl, HCTOPUYECKH CIIOKUBIIHECS CTPYKTYPbI Ha-
YUHBIX U BRICIIMX Y4eOHBIX 3aBeICHHH, HATMYHE O/~
rOTOBJIEHHBIX KajpoB. CTuMystoM [uis Gonee mMpo-
KOTO BHEAPEHHA MOJICKYIAPHBIX METOIOB B MEAHUHH-~
CKYIO NMPaKTHKY MOTYT CIIYXKWUTb paspabotku dene-
paIbHBIX LIEHTPOB 0 npobieMam paHHEH AuarHoc-
THUKY HACJIeICTBEHHBIX OOJIE3HEH C MCIOIb30BaHHEM
JHK-TexHOI0THit, OAHAKO HeXOPHHAHCHPOBAHHE Ha-
YYHBIX HCCIIeIOBAaHHH, HEBO3MOXKHOCThE OCHAUICHHMS
naGoparopuit cOBpeMeHHEIMHU Npubopamu yrpoxaer
yKe CaMOMYy CyIeCTBOBAHHIO BRICOKOKBAIH(PHLIKPO-
BauHbIX JlaGoparopuii, 06ecneyHBarOIIHUX BCIO CHCTE-
my JIHK-nuarnoctukd B Poccnu. Heobxoaumo Gonee
UIMPOKOE paclpocTpaHeH:e HH(opManny 0 BO3MOXK-
HOCTSX OTEYECTBEHHLIX LEHTPOB B JIHAHOCTHKS Ha-
CleACTBEHHBIX 3a60/ieBaHM Kak cpeid BpadeH pas-
JUYHEIX CIEHATBHOCTEM, TaK U CPEAV HACENCHHA, a
TaKke (POPMHPOBAHHE PETHCTPOB HACAEACTBEHHBIX
OoJe3Hel ¢ UCIOIb30BAHHEM KOMIBIOTEPHBIX TEXHO-
qorwi {1, 2, 3].

Cornacso npukasy N316 Munsapasa PO ot 30
nexabpst 1993 r., B Poccuiickoit @eaepawn JIHK-au-
arHOCTHKa OCYILECTBRIAETCS TOIBKO Ha deaepanbHOM
ypoBHe, Ha 6a3e BeXyIMX HayYHO-HUCCIENOBaTeNbC-
KHX MHCTHTYTOB, BBITIONHAIOUIMX GYHKLHH deaepaib-
HBIX UEHTPOB, PacloIOKEHHBIX B TPEX ropoiax —
Mockse, C.-IletepOypre u Tomcke. Ha ceronnsmnui
JEHD 3TO TpH JiabopaTopHH — 1JabopaTopHs NpeHaTaib-
HOM AvardocTHky MHCTUTYTa aKyepcTBa ¥ MMHEKO-
noruu uMm. J1.O. Orra B Cankr-IletepGypre, nabopa-
topus JAHK-auarnoctukn MequKo-reHETHIECKOTO
Hay4YHOTo LUeHTpa B MockBe M 1abopaTopys MOJIEKY-
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HOAXObI K JHK-JHAT HOCTHKE MOHOI'EHHbBIX 34A50/IEBAHHH B [IPAKTUKE
MEJQHUKO-FEHETHYECKOH KOHCY/IBTALIMH AKYTHH

JAPHOH reHeTHKH MHCTUTYTa MEAMLIMHCKOM reHeTH-
ku B Tomcke. CymecTByroT 1 apyrie naboparopuu,
BBITIOJTHAO I ME MTOJ0OHEIE MCCIIEA0BAHNS, HATIPUMEP,
B I'eMartonorudyeckom HayuyHoM uentpe (Mockga),
Vumckom HayyHoMm nentpe, B Horocubupeke. On-
HAKO M0 PAAY NPUHHH OHH 110Ka HE MOTYT OBITH BKJTIO-
YeHbl B COCTAB CTPYKTYPbl MEOUKO-I'CHETHYECKON
citykOpl B panre jabopaTropui, OCyieCTBISIONIMX
pytuanyo JJHK-guarnoctuky [8, 9, 10].
O6bexTrBHO Poccun HeobxonumMo Gosbliee KO-
uecTBo Jadoparopuit JIHK-nuarnoctyky, onnako nx
cospanue, 1o MueHHo Hosukosa I'1.B., He MoxeT OpiTh
BbIPBAHO M3 KOHTEKCTa OOLIEro pa3sBUTHA, €CJIU He
CKa3aTh PEKOHCTPYHPOBAHUS, BCEH CHCTEMbI MEITUKO-
reHeTHuecKol cnyx0oul. Bo-nepseix, naboparopuu
JOJDKHB! OTIMpaThes Ha ceTh addexruBHO paborato-
KX JUarHOCTUYECKUX MEANLUHCKUX YUPEHICHHH,
obecneunBaroux obpamteHue s JHK-pauarnoct-
Ku 1o kpaitneit mepe 300 cemeii B ron. Bo-BropbiX, B
00CTaHOBKE OTCYTCTBHUS JOCTAaTOYHOTO HOPHIANYECKO-
IO ¥ NipaBoBOro obecrnevyeHns JaHHOM c/iyxObl, cTaH-
JapTHeIX TpoTtokoios JJHK-auarHoctuke, cranaap-
TOB 00y4€HHs U BO3MOXKHOCTEH JIMTENIbHBIX CTAXH-

1 2 3 4 S67 891011

POBOK H, INIaBHOE, B3aMMOAEHCTBUS MexIy Jlabopa-
Topueit [JHK-auarHocTHKY U ApYrHMH MEAMKO-TEHE-
THYECKHMH CJIy>)kOaMH, CO3/IaHHC U CTRHOBJEHHE HO-
BOi1 naboparopHu 3aHMMaeT HECKOIBKO JIeT. TeM He
MeHee CYIIeCTBYoLIas LeHTPaIN30BaHHasl OpraHu3a-
s JTHK-a1uarHocTHKH HeM30€)KHO 3aTpyAHAET paH-
HIOKO JHarHOCTHKY He TOJIBKO MOCTHATATBHO (Y 60JTb-
HBIX), HO U Ha TPEeHaTaJbHOM (IOPOIOBOM) YPOBHE
[10]. Takum obpazom, paspabotka noaxonos k JJHK-
JQMarHOCTHKE MOHOTEHHBIX ¥ MYJIBTH(AKTOPHAJIBHBIX
3aboneBanuil sBgeTcs 0coOeHHO aKkTyanpHOM B Pec-
nyOnuke Caxa (SIkyTust), reorpapuiecKy OTAaACHHOM
OT LeHTpalibHbIX obnacTeii Poccun.

BHeapeHune HoBeHIIMX AOCTHIKEHHH B obmacTu
JAHK-anarHoCTHKK HAceACTBEHHOH IATOJIOMHH HE
TOJIBKO pelIaeT TeKyLHe BOMPOChl AUArHOCTHKM Ha-
CHEeCTBEHHBIX GONe3HEH, HO H MOJHUMAET PAA HO-
BBIX MPOONEM — MEOULMHCKHX, STHYECKHX, FOPHIIHU-
YeCcKHX, COLMANILHBIX U Ap. Pelnath X HeobXoaumo
[PHY TECHOM B3aUMOICHCTBUH CIIELIMAIMCTOB pas3/iny-
HBIX TpodHIIeii, onupasichk Ha yKe JOCTUIHYThIA OTbIT
[Iepe/IOBBIX CTPAH MHUPA.

A

b

Puc. 1. Dnextpodoperpamma npsimoit JTHK-guarHocTik cimHouepebennaproi arakcuy 1 tuna:

A. Dnexrtpodopes B 2%-0M arapo3HoOM rene:

1 — JHK Gaxrepuodara 1, obpaGoTtannas pecrpuxrasoii Pstl (JITHK-mapxep),

2 — 300pOBBIH HHIMBHU],

3, 4 — mauueHTs! ¢ U3BecTHBHIM uncioM CAG-nosropos 28 u 51 1 32 1 51 COOTBETCTBEHHO,

5-11 — nmanueHTsl ¢ yaaMHeHHbIM amtenem rena CLA L.

B. 3nextpodopes B 7%-0M NnonuakpuIaMUAHOM rele:

1 — 3noposeiit uHouBKA ¢ uncnom CAG-nmosropos 28 u 30,
2 — nauueHT ¢ uzBecTHeiM yncinoM CAG-noptopor 28 u 40 (KOHTPOB),
3-5 — TecTHpyeMble NAUEHTE! C YUTHHEHHBIM alienem resa CHAT
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KOHOHOBA, ®E[JOPOBA, CTEITAHOBA, XYCHYTIHHOBA

-/ /- +/- +/+ +/- 24 20124 20721 2021 1921 19 2021 20/23

A b
Pue. 2. Kocsennas JJHK-nuarnoctuka remogunnn A
A. Snexrpodoperpamma Hindlll nonumopduima 19 nntpona rena remodunun A
“ —* OTCYTCTBHE CalTa PECTPUKLINM;

“ 1+ “ Hannume caiiTa peCTPUKLMNH.

b. Dnekrpodoperpamma nonumopdusma CA-nosropos B 13 uHTpoHe rena remoduinu A (nudpamu yKasaHo KoJIMIeCTBo
(CA), -noBTOpOB)

- 21

18121 f?ﬂé'J
+/- - +/-

Puc. 3. @parMeHT poAOCIIOBHON CEMBH, OTArOLLEHHO No reModuauu A
(+/-Hind 111, 18/21 (CA)_-noBTOpEI)
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