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MouekynapHO-T€HETHUYECKUE METOJbl JTMAarHOCTHKU HAclEeACTBEHHBIX OoJIe3HeW cTanu
BHEIPSATh B MpakTuKy ¢ 70-x rogoB XX B., U O HACTOSILIETO BPEMEHU OHH OCTAIOTCA OYypHO
pa3BUBaloIIeiics 00IacThI0O HAYKH U MEIUIMHBL. B OCHOBE ATHX METO/OB JIEKAT MAHUITYJSIUU C
JHK u PHK. MoJiekynsipHO-T€HETUYECKHE METOAbl MO3BOJIAIOT BBISIBUTH HApPYUICHUS B T'€HOME,
BBI3BIBAIONINE HACIIEICTBEHHBIE 00s1e3HU [4, 5]. biaaroaaps UM MOKHO MPOTHO3UPOBATH MPOSIBICHUE
3a00JieBaHMsI Yy TMOTOMCTBA, Ha3HayaTh JIEUEHUE U KOPPEKTHUPOBATh COCTOsSHHE OO0JbHBIX. B
HacTosllee BpeMs JaHHasg o0JacTb HAyKd HAxXOJUTCS B  IOCTOSHHOM  pPa3BUTUU U
COBEPIICHCTBOBAHUH, TIO3BOJISIET BBISIBIISITH U JICUUTH O0JIE3HH, paHEEe CYUTABIINECS HEU3ICUUMBIMHU.

[IpoBenén aHanu3 JaHHBIX JUTEPATypbl U MyOIMKAIMI B HHTEPHET-UCTOUYHUKAX 00 3Tamax
noJtyueHus nocnenoparenbHoctel HykineotunoB JJHK, Hanbonee yacto BCTpevarommxcss METo1ax
unentudukanuun pparmento JIHK, a Takke npuMeHEHUH MOJIEKYISPHO-TEHETHUYECKUX METOJIOB B
MEJIMLIUHE, B YACTHOCTH, B KapJAHOJIOTHU.

[Tonyuenue o6pasuoB JJHK (unmu PHK) — mepBblif aTanm BceX MOJEKYISIPHO-TEHETUYECKUX
Meton0B. O Bkimtouaer BbifeneHue Bcel JIHK (ToTanbHON WM TeHOMHOM) M3 KJIETOK WM
HAKOIUICHHE OIpeAeJeHHbIX ()parMeHTOB, KOTOpble TMpeanosiaraerca aHanusupoBaTh. JIHK
BBIZICTISIIOT METOJOM SKCTPAaKIMU Pa3IUYHBIMH CHOCOO0aMHM C TIOMOINBIO: JHOKCHJA KpPEMHUS
(cUIUKK); PacTBOPHUTENEH OPraHUYeCcKOro MPOUCXOKICHUS; HIOHHOW CMOJIBI; Telb-(HIbTPAIlMN Ha
¢bunbpTpax u3 OymMaru WM Ha MUKPOIEHTPU(]YKHBIX KOJOHKax [2].

[Tonyuuts renomuyo JJHK mMoxxHO u3 mr000ii kineTku, umeronieit sapo. Beinenennas JTHK
Ha3bIBAETCSl TEHOMHOM, TaK KaK OHa MpeACTaBIseT cOOON BeCh reHoM opranusma. s momydeHus
00pa3IoB 4alle BCEro UCHOIB3YIOT KPOBH U3 BEHBI, COACPKAIIYIO JEHKOIMTHI, WU, HAPUMED,
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AMHHOTHYECKHE KJIETKU, XOPUOH, KyJIbTyphl (prubpobdaacTos. st mpoBeeHns: aHanm3a JOCTaTOYHO
MMETh BCETO JIMIIb HECKOJIbKO HaHorpamMmoB wim mukporpammoB JIHK. J[is sTtoro HeoOxomammo
HE3HAYUTEIIbHOE KOJMYECTBO JIFOOOTO OHMojormueckoro marepuana (Hampumep, oT 20 mo 40 mr
XopHuoHa, 10 | M KpoBH, OKOJO 5-10 MI' KyabTypbl KIETOK, COCKOO SIMUTENUS CO CIHU3UCTOU
000JIOYKH LIEKH UM HECKOJIBKO BOJIOCSHBIX JTYKOBHII). BayKHO OTMETHTB, YTO MOJIy4EHHBIH 00pasen
JIHK nonro MoeT coxpaHsAThCS B 3aMOPOKEHHOM COCTOSIHUM [ 1].

Pectpukius JIHK nHa ¢Qparmentsl — HEOOXOIMMBINA 3Tam MOJICKYJISPHO-TEHETUUECKOU
JMarHOCTUKH, OCYHIECTBIIIETCS PECTPUKTA3aMM, KOTOpBIE IMPEACTABISAIOT CcO00M (QepMeHTHI,
paspesatotue JJHK B crporo ompenenennoMm mecte (caite). VX BBIAETSAIOT U3 KIETOK OaKTepuid
pa3HbIX BUJOB. B reHeTHKe yenoBeka UCIOJIb3YIOT HECKOJIBKO JIECATKOB pa3HbIX pecTpukTas (EcoRlI,
Rsal, Hpall, Ksp22I u np.). Onu crioco6Hs! pa3psiBath apyxuenoueunyro JJHK B npenenax crporo
OTIPENIeTICHHBIX [T KaXa0ro ¢parMeHnTta nocnenopatenbHocTed. [Ipu 06padoTke renomuoi JJHK
OTIPEIEICHHON PECTPUKTA30i MOJIy4yaeTcss 3aKOHOMEpPHBIM JUIsi JaHHOro (epMeHTa Habop
(parMeHTOB pa3IUYHOMN JJTUHBI.

B GonpmmHCTBE ciyyaeB [Uisl YCHENIHOW AMArHOCTUKU OOJIE3HM JOCTAaTOYHO MCCIIEI0BATh
HeOoJbIIoN (PparmMeHT reHoma. HeoOXoAuMO TOJYyYUTh JIOCTATOYHOE KOJMYECTBO TaKUX
(bparMeHTOB, TO €CTh aMITUPUIUPOBATh (YMHOXUTH) UX. OTKpPBITHE 3TOW pEaKUu COBEPIIMUIIO
PEBOJIIOIIMIO B M3YyYEHUH TE€HOMa 4YeJIoBeKa M MOJIEKYISPHO-TEHETUYECKOW JMarHOCTHKE
HACJIEICTBEHHBIX OoJie3HeW. AMIuMduUKalnms — 3TO HaKoIUIeHHWe oAuHakoBbIX (parmentoB JIHK.
[Tomumepasznas nenHas peakius (IT1IP) — meton ammmdukammu JJHK in vitro (puc.1). 3a HECKOIBKO
4acOB MOXHO pa3MHOXHThb OIpeleneHHy nocienoBarensHocts JIHK B konmuectse,
MPEBBIIIAIONIEM HMCXOJHOE B MWUIMOH pa3 u Oonee. CnemoBarenbHO, HCXOJHO Tpedyercs
HE3HAYMTENIbHOE KOJMUYeCTBO MaTtepuaina [7].
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Puc. 1. Ilonmumepasnas nenHas peaxus (ITLP).

B cootBeTcTBUM C HYKJICOTHAHOW MOCIEAOBATEIbHOCThIO KOHIIOB 5' M 3' mccienyemoro
ydacTKa CUHTE3UPYETCs ABa OJIMIOHYKJICOTUIHBIX npaiiMepa JinHou 20-30 nykneotnaos. Kaxabii
LUKJ aMIUTM(QUKAIMK BKJIIOYAET TPU 3Talla, MPOTEKAIIINUX B PA3IMYHBIX TEMIIEPATYPHBIX PeKUMAX.
Ha nepBom stane npoucxonut aenatypauus JIHK npu temneparype okoso 95%C u mnutes mo 40
cekyHJ. Bropoii stanm mpencrasiser co00il OTKWUT, WM MPUCOECIUHEHUE MpPalMEpOB COTIACHO
MPUHLHUITY KOMILIEMEHTapHOCTH K COOTBETCTBYIOLIUM IMOCIEA0BATCILHOCTIM Ha
npoTuBoNoJ0kHbIX Hernsx JIHK Ha rpanuiiax cootBercTByromero yyactka. s kaxxaoro npaiimepa
oTpesieNieHa CBOsI TeMIlepaTypa OT)KUra, 3Ha4eHHs] KOTOpoil koseOroTes B uHTepBaie oT 50 go 65
rpagycoB MpOAOLKUTENBHOCTRIO OT 20 1o 60 cekynna. Ha Tperbem sTame ocyliecTBIseTCs
MoHranus, uim poctpauBanue nenu npu 70°Ce Teuenue 20 -40 cexynn. JloctpauBaHue Lerneit
HAYMHAETCS C MECTA MPUCOEAMHEHUS IPANMEPOB U MPOUCXOIUT KOMILJIEMEHTAPHO OT 5°-KOHIA K 3’-
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KOHILly B IIPOTHBOIIOJIOKHBIX HampaBieHUsX. HoBbIE LeNM CHHTE3UPYIOTCS C IOMOIIBIO
HYKJICOTUIOB, KOTOpBIe 100aBisoT B pactBop. Llemouku /IHK, oOpazoBaBimecs: B IepBOM IHKIIE,
BBICTYNAIOT B KAUECTBE MaTpUIl JJIs MOCIEAYIOLIEro LuKiIa. Tak aMIJIMKOHbI HaKaIlUIMBAaKOTCS B
pacTtBope 1o gopmyie 2n, TJIe n - KOJIMYECTBO IUKIOB amIuipukanuu. Takum o0pa3oM, HECMOTpS Ha
TO, YTO B UCXO/IHOM PacTBOPE MOIJIa HAXOUTHCS TOJIBKO OJ1HA AByXlenoyeuHas MoJekyna JIHK, 3a
35 - 40 MKII0OB KOIMYECTBO MOJIEKY:I Bo3pacTeT 10 108, Takoro konmuecTsa MaTeprala J0CTATOUHO
UL TOTO, YTOOBI JOCTOBEPHO BU3YAIM3HPOBATh HCCIENAyeMbIid (QparMeHT. AMIUTH(DUKALINIO
MIPOBOJAIT B CHEIHMAIBHOM IMPOrpaMMHUpPyEeMOM HpuOOpe - TepMmocTare, Wi amiuupukarope. OH
IIPOU3BOJIUT CMEHY TEMIIEpPATyp COIJIACHO YUCIY LIUKIIOB aMIUIM(UKALIUH.

Nnentudukarmio pparmento JJHK ocymecTBIsSIOT HECKOJIBKIMHE CITIOCOOaMH, OJIMH U3 HUX
—anekTrpodopes pparmentoB JJHK, koTopsiil oOecrieunBaeT ux pa3aeiieHue MPU UX CHCIHPUISCKOM
pacnpeneeHn Ha MOBEPXHOCTH arapo3HOro WiH mnonuakpwiamuaHoro rens. @parmentst JJHK
JBUXKYTCSI B reJie, IOMEIIEHHOM B IIOCTOSIHHOE 3JIEKTPUYECKOE T0JI€, OT OTPHULIATEIBHOTO MOJII0ca K
MOJIOKUTEITFHOMY B 3aBUCUMOCTHU OT pa3MepoB (ueM OoJiblle OTHOCUTEIbHAS MOJIEKYJIsIpHasl Macca
¢bparMeHTa, TeM MeEIJEHHEE OH JBMJKETCS B dJekTpuueckoM mnone). Ilocme oxoHuaHUs
anekTpodopesa kaxapiil pparment JJHK 3anumaer onpeneneHHOe MOIOXKEHNE B BUIE TUCKPETHOM
MOJIOCBl B KOHKPETHOM MecTe Tens. [[nMHy Kakaoro QparmMeHTa MOKHO OIpPEENIUTh IyTEM
CpPaBHEHHMsI IPOIIEHHOTO ()parMEHTOM PACCTOSHUSI C PACCTOSTHUEM, MPOMIEHHBIM CTaHIAPTHBIM
obpazuom JIHK-mapkepom. [Inst Bu3yanuzanuu pe3yabTaTOB 3KCHEPUMEHTOB TeH OKpAIIMBAIOT
stuaus OpomuaoM, kotopsiid cBsizpiBaetcs ¢ JJHK. Tlomockl, coorBercTBytonue gpparmentam JJHK,
BBISIBJISIFOTCS TIPU YABTPA(PHUOIETOBOM OOIYUEHUH Tels.

Hpyroii cnoco0 uaentudukanuu pparmentos JIHK — meron FISH, npencrasistomuii codoit
¢dnyopecueHTHy0 rubpuauzanus in situ. OH TpUMeHseTcs [UIsl ONpeAeseHUs MECTOIOJIOKEHUS
onpezneneHHoi nocnenosarenbHocTy JJHK Ha MetadazHbix xpomocomax min B MHTEPGha3HbIX SApax
in situ. [Tpu naraom metoae FISH Bo3moskHo ncnionbszoBanne [JHK-30H10B, MO3BOISIONTNX BHISIBUTH
crenuguUeckue IMOCIeI0BaTeIbHOCTH pPAa3IMYHBIX y4acTKOB XpomocoM. [Ipu »3ToM 30HZ,
MIPUCOEAMHSAACh K KOMIIEMEHTAapHBIM IOCIEN0BATEIBHOCTAM HAa XPOMOCOMAax, IIOMEYaeT
HEKOTOPYI0 0O0JacTh Ha XpOMOCOME, BHAMMYIO B (uryopectieHTHbIH Mukpockorn. Meron FISH
MO3BOJISIET BBISABIISATH HE TOJILKO KOJMYECTBEHHBIE XPOMOCOMHBIE HAPYLICHUS (aHEYTUIOUINH), HO 1
ONpENeNsATh MMKPOJEIEIUN, CIOXKHBIE TPAaHCIOKAlMK, a TaKkKe AaHAJIU3UPOBATh TI'CHHbIC
amrmudukauu (Hanpumep, ERBB2 nipu pake monounoit sxene3sl wim N-MY C B HelipoOiacTomax),
KapTHUPOBATh BIIEPBbIE BbIJCICHHBIE T€Hbl U YCTAHABIMBATh HMX JOKYC Ha XpPOMOCOME.

Eme omnumM cniocobom uneHtudukanuu KoHKpeTHbIX ¢parmentoB JIHK sBnsercs 6moT-
rubpuanzanus no Cayszepny. UaeHTHPHUKAIMIO KOHKPETHBIX ()parMEHTOB B rejie Cpeld Fr€HOMHON
JIHK npoBecTH TpyaHO U3-3a O0JIBIINX pa3MepoB reHoMa yenoBeka. [locne pecrpukuuu o6pasyercs
TaK MHOTO PECTPUKTHBIX ()parMEeHTOB, YTO arapo3HbIil Ielib Mocie MeKTpodope3a u OKPaCKU STUAUS
OpoMHUZIOM B yIbTPA(QHUOJETOBBIX JIydaX BBIIJSIAUT PaBHOMEPHO OKpAIICHHBIM. BBIsSBUTH
cneruduueckue Gpparments JJHK cramo Bo3moxkHo myrem OnoT-rubpuauszanuu no CayzepHy. Jta
METO/IMKa COCTOMT M3 HECKOJBbKUX ATANOB (pHC. 2).
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Puc. 2. brot-rubpunuzamnus no CaysepHy.

[Tocne oxoHuaHus saekTpodopesa renb MOMENIAIOT B PacTBOP ILIENOYH, B KOTOPOM
nsyxuenoueunsie pparmentsl JJHK TepsitoT cBsizu u ctanoBarcs oanonenoyeunbivu. [Janee JIHK ¢
reysi mepeHocsT B OydepHOM pacTBOpe Ha HUTPOICIUTIONO3HBIA WM HEWJIOHOBBIA (DHIBTP.
HenocpencrBeHHO Ha MOBEPXHOCTH Telid KIAAyT QWIBTP U CTONKY (GUIbTpOBaNbHON Oymaru. B
pe3ynpraTe KanmmuisipHoro 3¢ dekra co3gaercsa Tok Oydepa, NeprneHIUKYIIpHbIA MIIOCKOCTH Telsl.
BrimbiBaemas u3 rens JIHK 3anepkuBaercst GuiabTpoM M MPaKTUYECKHU MOJIHOCTHIO OKa3bIBaeTCs Ha
ero noepxHocTH. [Tociie mepenoca ogHoIeIOUeYHBIe HUTH (PUKCUPYIOT Ha uibTpe. Pacmonoxenne
(¢bparmeHTOB Ha (UIBTPE TOYHO COOTBETCTBYET HMX PACIOJOXKEHHIO B Tene. J[ms Toro 4roOswI
BHU3YyaJIbHO BBIIBUTH HY)KHbIE (hparmMeHTsl (puxcupoBanHas Ha ¢puibTpe JIHK He BuaHa), mpoBOAAT
ruopuaAn3aio  co  crneud(UyYecKuM 1O HYKICOTUTHOW TMOCJIEeI0BAaTEIbHOCTH  MEYEHBIM
PaAUOHYKIUIOM, (DIFOOPECLHEHTHOM METKO OJMIOHYKJICOTUIHBIM CHHTETHYECKUM 30HAOM WIH
kionupoBaHHbIM ¢parmenTom JIHK. Hykieotumnas mocnenoBaTelbHOCTh 30HAA JTOJDKHA OBITH
MOJTHOCTBHIO MJTM YaCTUYHO KOMIUIEMEHTapHa n3ydaemomy ydactky reHomHoi JIHK. [Tpu nakyOarun
¢unbTpa C  pacTBOPOM, COJEpXAIIMM  MEUYEHbI  30HJ, MPOUCXOTUT THOpUAM3AIUSL
komruieMeHTapHbix meneit JIHK 3onma u ¢parmenta Ha dunptpe. Hecnenuduuecku cBs3aHHBIC
MOJIEKYJIBI 30HAAa OTMBIBAIOTCSA C MOMOIIBIO CHEUAIBHONW Ipoueaypbl. PaqnoakTUBHO MeUYEHHbIE
YY4aCTKM  BBISIBIIIIOT ~ [yT€M  OKCIIOHUPOBAaHUSA  (UIBTpa €  PEHTTCHOBCKOW  IJICHKOM
(ayropamuorpadus). Ilocne mposiBiieHHs Ha IUICHKE BUIHBI TOJIOCHI MedeHHOW 30H70M JIHK.
HepannoakTuBHble METKH BU3YaIH3UPYIOT C MOMOIIBI0 (IFOOPECICHIIMYA WM OMOCPEIOBAHHO C
noMol1eko antuTel. broT-rubpuauzanuio no Cay3epHy UCHOJB3YIOT Ul BBISIBICHUS 3a00JI€BaHUM,
BBI3BAHHBIX JUIMHHBIMU TPUHYKJICOTHUAHBIMHU SKCIIAHCHUSMH, HallpuMmep, cuHapoma MaptuHa-benn
(JtoMKo# X-XpOMOCOMBI) U JUIsl AUATHOCTHKU JTUM(POMBI.

Ucnonb3oBanue TP ¢ paznenenuem ¢pparMeHTOB 351eKTPOGOPE30M MO3BOSIET BBISIBISTH
Jienenuu U BCTaBKu B TeHax. [Ipu neneumsx nmocne [P nomydarotcst parMeHTsI, ATUHA KOTOPBIX
MEHbIIE UIMHBI HOPMAaJIbHBIX ['E€HOB, a MPH IYIUTHKAIUAX - Oosblne. B ciaydae 3aMeHbl OCHOBaHUMN
JuinHa (pParMEeHTOB OCTAeTCS HEM3MEHHOM, U 711 X BBISBIICHUS IPUMEHSIOT METO]I MOJIMMOphU3Ma
JUIMHBI PECTPUKIMOHHBIX (PPAarMEHTOB M CEKBEHHPOBAHHE. 3HAUMUTEIBHOE YHCIO HYKJICOTHUIHBIX
3aMEeH MPUBOJUT K MOsABICHHIO B mocienoBarenbHocTH JIHK HOBBIX callTOB 111 pa3iiMyuHBIX
pectpukTas. B pesynbrate HopMmanbHbIi GpparmenT JJHK u pparmenT ¢ 3ameHoit Hykiieotnaa OyayT
paspe3arbCsi OJHOM pPECTpUKTa30il Ha pa3HOE YMCIO (PAarMEeHTOB, OTJIMYAIOUIUXCS IO JJIUHE.
PaznuuHoii 1uHbI pparMeHThI JIETKO BBISABIISAIOTCS MPH MOMOIIH 3neKkTpodopesa. [Ipumepom Moxer
CIIY’KUTh PECTPUKIMOHHBIN aHaIM3 parMeHTa resa anpkoronsaeruaporenass (ADH). ITocne ITLP
obpa3zyercs pparment 165 HykineoTuaHbIx map (H.m.). Amens ADH-1 He HeceT 3aMeHBl, TTOCIe ero
o0paboTku pectpukrazoil Maelll mpu snexkrpodopese BoisBistoTcs 2 ¢parmenta (98 u 68 H.1L.).
Amnens ADH-2 HeceT HYKJICOTHAHYIO 3aMeHY (TIpu 3amMeHe oOpa3yeTcs JUIIHUN CcalT s
PECTPHKTa3bl) U MOCIIe PECTPUKIMU pa3pe3aeTcs Ha 3 ¢pparmenTa (63, 36 u 68 H.1L.).
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Wnentudukanuposars ¢parmentsl JJHK MoxHO Takxke myreM cekBeHHpoBaHUs. Meron
II03BOJISIET ONPEJIENIATh AJUIEIbHBIE BapUAHThl I€HOB, a TAK)KE PA3JIMUHbIE TUIIBI T€HHBIX MYyTalUl
(Jarie 1o 3aMeHe OCHOBaHMI ), I03TOMY MCIIOJIb3YETCA IS U3YyUEHHs FEHOMA Y€JI0BEKa Kak B HOpME,
Tak u B matojoruu. [6]. CymiecTByeT HECKOJIBKO PA3IMYHBIX CHOCO00B cekBeHupoBanusi JIHK.
[lepBbIM OBLI MIpEUIOKEH XUMUYECKUN MeTo] Makcama-I minbepra, 3aTeM (pepMEeHTATUBHBIN METOT
Cenrepa.

B Hacrosmiee BpeMss B OCHOBHOM IpPUMEHSIETCS JAMJIE30KCHHYKICOTHIHBIA METOJ
cexksenupoBanus JIHK (Meron oOpsiBa 1ienu). B aToit mponieaype oanonenovyeunas mosexkyna JJHK
CILY’)KUT MaTpuled Juid CHHTE3a CEpUU KOMILJIEMEHTApHBIX Lienei, oOpbIBAIOIIUXCA B MOMEHT
MIPUCOETMHEHHS K PACTYIIEH HenH crenn(puIecKux HyKIeOTHIOB. J[i1st 0OpbIBa CHHTE3a UCTIONIB3YIOT
THMJIE30KCUHYKJICOTHIBI — HMCKYCCTBEHHO CHHTE3MPOBAHHBIC HYKJICOTHABI, JHUIIEHHbIE 2' W 3'-
TUAPOKCHIIBHBIX TPYII U TIO3TOMY HE CIIOCOOHBIE MPUCOEAUHSTH K LIETIH CIEAYIOIUN HYKICOTHI.
[Ipo6a ITHK nenutcs Ha 4 npoOupku, B KoTopble 100aBis0T npaiimep, JJHK-nomumepasy, cmech
yerbipex Tpudocharo (ZAT®, al'TO, nTTD, allTD) u HeOodbIIOE KOIMYECTBO OJHOIO W3
muae30kupru0oHykIeoTu0B (AIAT®, nal T®, anTT®, anlITd). Bo Bpems cunteza JIHK-
noJiMMepasa CcilydailHbIM  00pa3oM  BKJIIOYaeT B 1E€Nb HOPMaJbHblE HYKIEOTHIbl U
TUAe30KCUHYKIIeOTUAb. [Ipyu 3TOM B Kakmoil mpoOupke oOpasyeTcsi HaboOp ¢GparMeHTOB pa3HOM
JUIMHBI, 3aKaHYMBAIOIIMXCS HA OJUH M3 JUAE30KCHUHYKIeoTuAoB. [locie 3Toro mpoBoauTcs
aeKTpodope3, MO3BOJISIFOIIUIN PA3IeIUTh OTANYArONINECs Ha oauH HykieoTu pparments JJTHK. B
pe3ynpraTe B reine oOpaszyercs HaOOp TMOJOC, HANOMMHAKOUX JecTHUly. HykineoTunnas
nocnenoBarenbHocTh JIHK unraercs B rese cHu3y BBEpX, coriaacHo Hanpasienuto 5'-3' nerm JJHK.
Jliig onpenenienus: HyKJIeOTUIHOM nocieaoBareabHocTu Oonbiux ¢pparmentos JJHK ucnomns3yrores
aBToMatu3upoBanHbie MamuHbl (JJHK-cexBenatopsr).

MouiekynspHO-T€HETHUYECKHE METOJIbl HaIlIM IIMPOKOe IpUMEHeHue B MeauiuHe. Bo-
MEPBBIX, CTajla BOSMOXKHOW HACHTH(HUKAIUS pa3IMYHBIX MyTalUid B OoTHeNbHOM reHe. [Ipumepom
BBISIBJICHUS 1€(DEKTHOTO T'€HAa MOKET CIY)KUThb TUArHOCTHKA CEPHOBUAHO-KIECTOYHOW aHEMUU Ha
cTaauy ASMOpHOHATBHOTO pa3BuTusA. C TMOMOMBIO pecTpukTas mnoaydaroT ¢parmentsl JIHK
3I0pOBOTO U OOJILHOTO, 3aTEM CPABHUBAIOT UX MPHU MOMOLTY THOpuan3anuu no CaysepHy, UCIOIb3Ys
B Ka4ecTBe 30H7a pagnoakTuBHO MeueHyro JIHK rena P-rinoOuna. Bo-BTOpBIX, 3TH METOIBI JI€KAT B
OCHOBE TOYHOM JTMAarHOCTUKHM MOHOTEHHBIX OoJie3HEeH. DTO OCYLIECTBIISIETCA MyTEM OINpeAeTIeHHUs
HYKJICOTHJIHOU TOCIE0BATEIHHOCTH T€HOB (reMO( NS, TEMOTJIOONHOTIATHS) U BBISIBJICHUS T€HOB,
UMEIoIUX MyTaluio ((QeHUWIKETOHYypusi, MYKOBUCIUA03). IlepeuucineHHble METOObl U HX
MO I (DUKAITUH TTO3BOJIMIIN aHATU3UPOBaATh reHeTndeckuii moaumopdusm JIHK poaureneii u nerei,
MPOBOJUTHh MAECHTU(UKALNIO JIMYHOCTH 4YelloBeKa. BriieneHue, cMHTe3 U KIOHUPOBAHUE T'€HOB
SIBJIIETCS OJIHUM U3 ATAIOB T€HHON MHXKEHEPHH.

OcoOblil MHTEpec NpPeACTaBiIsSeT HCHOJIb30BAaHUE METOJ0B TN€HETHYECKOW JMAarHOCTUKU B
KapJAMOJIOTUU C IIEJIbI0 BBISBICHUS IMPUYMH MOHOTEHHBIX MATOJOTHH, TaKUX KaK BPOKICHHBIE
HapyIIeHUs] PUTMa, KapJAUOMHUOIIATUH, HEKOMIIAKTHBI MHUOKapI JIEBOTO >KEIyIdOouykKa, CHHIPOM
Mapdana, cunnpom bpyrana, cunapom yanuHeHHoro untepsana QT) [3]. Bmecte ¢ Tem, Bbicokas
CTOMMOCTb M TPYIAOEMKOCTh MOBEACHUS M€HETUYECKON JTUAarHOCTUKU MPU MOHOTC€HHOW MATOJOTUHU
MPOJIUKTOBANIA HEOOXOUMOCTh (DOPMYIUPOBKH YETKUX KIMHUYECKUX MOKA3aHUN K MPOBEICHHIO
TeHETUYECKOTO TECTHPOBAHUS B KapIUOJIOTUH. | eHeTHYecKas TMarHoCTUKA PEIKO UCTIOIb3YeTCs s
MOATBEPKICHUST TUArHO3a, MOCKOJIBKY OOJBIIUHCTBO 3a00JI€BaHUI UMEIOT YETKYI0 KIMHUYECKYIO
KapTUHY U MOCTaHOBKA JAMarHo3a BO3MOXKHA 0e3 T'€HEeTHYEeCKHX HccienoBaHui. B To ke Bpems
3HaHUE O HAJMYMUU OIPENEJIEHHOTO TI'e€HETUYECKOTo Je(eKTa MO3BOJIAET MPOBOJUTH KAaCKaIHOE
CKPUHUHTOBOE 00CIe0OBaHHE WIEHOB CEMbU OOJBHOTO JJIsi BBISBJIECHHS y HUX 3a00JieBaHUS Ha
JTOKIMHUYECKOM ypoBHe. [losiBiseTcss BO3MOXKHOCTh M30€XKaTh CHUCTEMATHUYECKOTO HAOMIOICHUS Y
KapJIMoJIora TeM YWJIEHAM CEMbH, Y KOTOPBIX HET T€HETHUYECKOTO JIe(eKTa U KOTOPbIE HE UMEIOT PUCKA
pa3BUTH 3a00J1€BaHMs. ITO MO3BOJISIET Pa3PEIIUTh ICUXOJIOTHYECKYIO HAPS)KEHHOCTh U TPEBOT'Y B
CeMbe, 1€ UMEJIHCh CIy4au TSKeJIOro HaclIeICTBEHHOro 3a00JIeBaHuUs U BHE3AITHON CMEPTH, a TAKXKe
JaTh PEKOMEH/IAIIMM OTHOCUTENFHO U3MEHEHUs 00pa3a *U3HH U 3aHATUS PU3KYIBTYPOl U CIOPTOM.
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B Hacrosimee BpeMsi BONpPOC O IPOBEJEHUM T€HETUYECKOW JIMArHOCTUKU MOXKET
paccMaTpuBaThCS IS CIACNYIOUIMH 3a0ojeBaHWii: CHUHAPOM ymiuHeHHoro wuHTepBama QT,
KaTeXoJI3aBUCUMasl KEJIyJI0UYKOBasl TaxakapAus, CHHIApoM bpyraga, CHHIPOM YKOPOYEHHOIO
unTepBana QT, ¢pubpmusiuus npeacepanid, TunepTpoduuecKas KapJHOMUOTIATHS, AUIATallMOHHAS
KapAMOMHUONIATHsI, apUTMOI'€HHAasI KapIMOMHUOIIATUs, HEKOMIIAKTHBIA MHUOKap/ JIEBOTO >KENIyJOUKa,
Cllydau BHE3AIHOM OCTaHOBKHU Ceplia.

B kauecTBe nmpumepa MOXKHO TNPUBECTH KAaTEXOJI3aBUCUMYIO JKEITYJOUYKOBYIO TaXUKapIUI0 —
IFEHETUYECKH OOYCIOBJIEHHOE 3a00JIeBaHWE C BO3HUKHOBEHUEM KM3HEYIPOXKAIOIIMX 3IH30]10B
KEITYTOYKOBOM Taxukapauu Ha (OHE aJApeHEPruvecKoi cTumyisnuu (pu3udeckoid Harpyske).
JleGroT 3a001eBaHus B BUJE OOMOPOYHBIX COCTOSIHUI M BHE3AITHOW CMEPTH Pa3BUBAETCS B IETCKOM
WJTU TIOJIPOCTKOBOM BO3pacTe, yaie B 8-10 seT. Jluarnos3 noarsepxaaeTcs Ipu MpoBEICHUN TECTa C
¢u3nueckoil Harpy3koi, HpH KOTOPOM IPOBOLUPYETCS SMU30J JKEIYJOYKOBOM TaxuKapIuu.
3a0oyieBaHME CBSI3aHO C MYyTalUsMU B T€HE PHAHOJIMHOBOIO pELENnTOpa, KOHTPOJUPYIOLIETO
BBICBOOOXK/ICHME HOHOB KaJbllud B KapAMOMHOLMTAX M  OOECHEUMBAIOLIErO  IPOLECcC
BO30YXKJEHHE/COKpallleHUEe. Y UUThIBasl KpailHe BHICOKHMI pUCK BHE3AIMHON CMEPTH U TOT (PAKT, YTO B
MIOKO€ HEeT MPOsIBIIEHUH 3a00JIeBaHNs, TEHETUUECKUN CKPUHUHT SBJIIETCS €IMHCTBEHHBIM Ha/IEKHBIM
CIOoCOOOM TOJTBEPIUTh WU ONPOBEPTHYTHh Hanuuyue 3a00JeBaHUs y YJIEHOB CEMbU IpoOaHna.
VYcTaHoBKa JuarHo3a CiIyXHUT MOKa3aHWEM K MOCTAaHOBKE KapJuoBeprepa-neduOpuiuiaTopa, 4To
criacaeT 4eJIOBEKY JKU3Hb.

JlpyruM mnpuMepoM SBIISIETCA THUIEPKOAryisiuus KpoBH (TpoMOOQuiINsg) — HapylleHHe
CBEPTHIBAEMOCTH KPOBH, MPUBOsIIEe K 00pa3oBaHHIO TpoMOOB. Bo3HukaeT n3-3a myrauuu ¢pakropa
V (myranus Jleiinena). Myranus Jleliena — 3To n3MeHeHue 0/IHOTO UM ABYX (Te€Tepo-, TOMO3UT0TA)
Y4acTKOB B I'€HE, KOJUPYIOIIEM aKTUBHOCTh V (hakTopa CBEpThIBaHUS KpOBH, IpoakienepuHa. B
pesyabratre F5 CcTaHOBUTCS YCTOWYMBBIM K BO3JAEHCTBUIO MpoTenHa C — €CTECTBEHHOrO
AHTHKOAryJsSHTA, HAPYIIAI0TCS TPOTUBOTPOMOOTHUECKHE MEXaHU3MbI KPOBH U OPraHU3M HaXOIUTCS
B [IOCTOSIHHOM TPOMOOTHYECKOH TOTOBHOCTH. [1aToNIOTHS MPUCYTCTBYET y UeloBeKa C POXKACHUS, HO
naeT o cebe 3HATh TOJBKO B 3pEJIOM BO3PACTE WIIU MO BO3ACHCTBUEM IIPOBOLIMPYIOLINX» (PAKTOPOB
— TpPaBMBI, JAJTUTEIHON MMMOOMIM3AIMU BO BpeMs OOJE€3HH WM TOCJE OMNepaluu, JIUTEIbHOTO
nepenera (Oosnee 4 4acoB), IpW HACTYIJICHUU OepeMeHHOCTH. J[0 3TOr0 MOMEHTa KIMHUYECKHE
MPOSIBIIEHUSI HOCUTENIbCTBA MYTAallMM OOBIYHO OTCYTCTBYIOT. Y MYXKYHMH Yalle MpOsBIsETCS B
oOpa3oBaHuM TpOMOOB B BEHAaX HIDKHUX KOHEYHOCTEW, a y JKEHIIWH H3-3a 3TOTO HapylIEeHUs
BO3HHMKAIOT  MmpoOieMbl mpu  OepeMEHHOCTH  (HEBbIHAIIMBAHWE  IUIOJA,  BBIKHUJBIIIY,
npexaeBpeMeHHbie poabl). [lokazanusiMu K crnade aHanu3oB Ha Myrtanuio JleineHa sBISIFOTCS:
IUTAaHUpOBaHUE OEpeMEHHOCTH; NpHEeM MepopalbHbIX KoHTpauentuBoB, 3T mnpu kinumakce;
pelUIUBHPYIONTHE TPOMOO3bl Y TanMeHToB Miaame 50 JeT; OTAromeHHbId CEeMEHHbIH aHaMHE3;
[JIJAHOBOE XUPYPrU4E€CKOE BMEUIATENbCTBO.

Takum oOpa3oM, BHEOpEHHE MOJIEKYJISPHO-TEHETUYECKUX TEXHOJIOTHIl  sIBisieTcs
BOKHEMIIMM 53JIEMEHTOM B Pa3BUTUM INEPCOHATU3MPOBAHHOM MEIULIMHBI, MpEANoaratoniei
Ha3HA4Ye€HHE JICKAPCTBEHHBIX IIPENaparoB B 3aBUCHUMOCTH OT KOHKPETHBIX MHILEHEW i1 uX
BO3JICHCTBUS. DTO aOCOJIOTHO HOBBIN AJIi MEAMIIMHBI MOJXOJ CO3/1aeT YCJIOBHUS HE TOJBKO IS
CYILLECTBEHHOT'O CHM>KEHUSI CMEPTHOCTH, HO U JIJIs1 YIIyUIIEHUSI PE3YIbTaTOB BBICOKOTEXHOJIOTHUHBIX
BMEIIATENIbCTB, HAIIPUMEP, Ha CEpALE U COoCyAax.
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