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I10 MATEPHAJIAM ITPOEKTA IIEPBbIX POCCUHCKHUX HALJUOHAJIbHBIX
PEKOMEHJAIJUH «HACJIEQCTBEHHBIE HAPYIIIEHUS CTPYKTYPBI U
OYVHKI[UHU COEJUHUTEJIbHOW TKAHU».

Coobwenue 1. TE@UHULIMU TUCIJIAZAN COEJMHUTEABLHON TKAHU

I'Y «432 opoena Kpacnoii 36e30vl 21a6Hblil 60eHHbIN KIUHUYECKULL MEOUYUHCKULL
yenmp Boopyoicennvix Cun Pecnyonuxu Beaapycov»

B 2008 rony B Cankt-IlerepOypre B pamkax Mexa1yHapOoAHOI0 KOHIpecca
«Kapnunoctum-2008» cocrosincs | Beepoccuiickuit cumnosnym no npodieMe JuarHoCTUKH
Y JICUEHHUS TUCIIIACTUYECKOTO cep/la ¢ LeNbio pa3pabOoTKU MEPBOTO MPOEKTa
«HanunoHanbHbIX peKOMEHAAUI 10 NMPo0JieMe TUAarHOCTUKH U JIEYEHUS! HACJIEICTBEHHBIX
HapymeHui (IUCIuia3uil) CTpYKTYphl U GyHKIMU coeauanTenbHoi Tkanun (HHCT)».
[IprunHON TOMY MOCIYXHUJIO0 OTCYTCTBHE YHU(DUIIMPOBAHHON TEPMHUHOJIOTHUH,
OOLIENPUHATON KJIaCCU(PUKALIUK COTJIACOBAHHOTO aIrOPUTMA TUATHOCTUKYU U TOCTUKEHUS
€MHOr0 MOHUMaHUA NMPoOJEeMbl Ha MPOTSHKEHUH YK€ ABYX MPOILIEIIINX AECATUICTHH.

[IpeacraBieHus 0 TeTEPOreHHOCTH IUCIUTa3uu coearauTeabHor Tkanu (JICT) Hamim
OTpak€HHE B COBPEMEHHBIX MOHOTPa(PUUECKUX MyOIHKAUAX, AKKYMYJIHPYIOLIUX
JOCTUXKEHUSI OTEUECTBEHHBIX U 3apy0ekKHbIX UCCIEA0BATENEH, 3aHUMAIOIINXCS TAaHHON
npo6sieMoii [1, 2]. OxHako 00JIBIIIOE KOJTMYSCTBO HAYYHBIX UCCIICIOBAHHUM, TOCBSIIICHHBIX
3TOMU npolJemMe, U eAMHUYHbIE MOHOTPpaQ U, KOTOPbIE ObUIN W3/1aHbl OTPAaHUYEHHBIM
THUPAXOM, J0 IIUPOKOTO CJIOS MPAKTUKYIOIMX Bpadel He nonuii. Kpome Toro, npunsatue
kinaccupukanuu JICT ¢ Beienenuem aByXx rpymi (nuddepeHInpoBaHHbIX U
HenuphepeHIIMPOBAaHHBIX) TPUBEIIO K IIUPOKOMY UCTOJIKOBAHUIO 3TUX COCTOSIHHI B
IIPAKTUYECKON MEIULIMHE U TEPMUHOJIOTUYECKOHU ITyTaHULEe. [aleko He KaX b1
MPAKTUKYIOLIMNA Bpad CMOKET AaTh BHATHBIN OTBET Ha BOIPOC: «YTO ke BKIIOYAET B ce0s
JCT?», orpaHnyuBasCh JUIIb OOIMMHU MPEACTABICHUSIMU 00 MHAUBUIYAJTbHBIX BHEIIHUX
IIPU3HAKAX WIN T.H. «MaJIbIX aHOMAJIUAX>» COCUHUTENILHON TKaHU. Mexny TeM, B
IIPAKTUUYECKOH AEATEIIbHOCTH, UMEHHO BOCHHBIE BPayu Pa3IMYHbIX CIELHUAIBHOCTEN
eXXeIHEeBHO cTankuBaroTcs ¢ mpoonemoii JICT B cuny ee BbICOKOM pacipoCTpaHEHHOCTH U
HEO0OXOITUMOCTHU MPUHSATHUS SKCIIEPTHBIX PEIICHUI NPU OCBUAETENbCTBOBAHUN KOHTUHT€HTA
MOJIOZBIX BOEHHOCIYXaIIKX. J[aleKo He Bce U3 HUX BIaJACIOT HEOOXOIMMBIMU HaBbIKAMU
JUIsI CBOEBPEMEHHON JTUArHOCTUKH TUCIUIACTUYECKUX 3a00JIEBAHUM, TAKTUKON BEACHUS
TaKMX NalMeHTOB. IMEHHO M03TOMY HEOOXOIUMOCTh CUCTEMATU3allMi HAaKOTJIEHHBIX
3HAHUM U ONBITAa IPUMEHUTEIBHO K TTOBCETHEBHOM BpaueOHOM MpakTHKe NoOyAmrIa K
CO3JJaHHIO HAllMOHAJBHBIX pekomMeHaanuii no nuarnoctuke JICT, nHUIMaTopaMu KOTOpOn
CTaJIM POCCHUMCKHE yUueHble. Bo BeTyuieHnH K pekoMeHaanusaM npesuaesra BHOK
akanemuka PAMH, npo¢. P.I'. Oranosa, Ob1710 TOAYEPKHYTO, UTO «II€PBbIE HAIIMOHAJIbHBIE
PEKOMEHIAIMH NIPU3BaHbl IOMOYb BpadyaM pPas3IM4YHbIX CHELUAIBHOCTEN B PACIIO3HABAHUU
JCT, yaudunupoBath NoAX0Abl K IHATHOCTUKE HanboJiee pacpoOCTpaHEHHBIX
JTUCIUIACTUYECKUX CUHAPOMOB U (DEHOTUIIOB, C/AENIaTh CPABHUMBIMU OJy4aeMble
pa3IUYHBIMU UCCIIEA0BATENAMHU, TAHHbIE». ABTOPHI TPOEKTA, BO3riaBisieMoro npod. 3.B.
3eMIIOBCKUM, B3sUIM Ha ce0s TPy U OTBETCTBEHHOCTh MO MOATOTOBKE PEKOMEHIAIUH,
KOTOPBIM CETrOJHS HET aHanora. B nensx BeipaboTku npoekTa O0b11 co3aadH Komurer
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DKcnepToB, B KOTOPbIN Bouwin 42 crienyanucrta u padoyas rpymnmna u3 23 uieHoB u3 Poccun
U APYTHUX CTPaH, paboTarolye B pa3InyHbIX 00JacTAX MEAUIMHBL. benapych npeacTaBisim
2 4yeloBeKa — B COCTaBe WIEHOB 3KcnepTHOro komurera npodeccop E.JI. Tpucserosa,

pa60t!1_ef1 rpynnsl — K.M.H. Pynoi A._C.

arl

]
g

Pabouee coBelianue 3a «KpyriibiM cToJIoM» (ciieBa Hampaso: mpod. E.JI. Tpucsetosa,
npo¢. I'.1. Heuaesa, Burie-npe3uneHt Coro3a neauarpos CII0, npod. H.IT. [1laGanos).

[Tocne nepBoro cosemanus, ¢ dpepans 2008 roga no mait 2009 roga Ha
KOH(EepEeHHUAX C MEXAYHAPOJHBIM yyacTueM, npoBoauMbix B Cankt-IletepOypre u
MockBe, TpHK/IbI IPOILIO 00CYKIEHHUE MPOEKTA 32 «KKPYTIIbIM CTOIOM». B urtore, npoias
IKCIEPTU3Y Ha OcHOBE «OMpocHUKA 1Mo DKcnepTuse u Atrectanuu PykoBoacte» (Appraisal
of Guidelines for Research & Evaluation (AGREE) Instrument) u nonyuus
HEO/IHO3HAYHYIO0, HO, TEM HE MEHEE, 00IIYI0 MOJIOKUTENIbHYIO OLIEHKY, KaK «HACTOSTEIbHO
PEKOMEH/YI0», IPOEKT PEKOMEHAALMI ObUT MPUHSAT U BBIABUHYT JUIsl IPEJICTABICHUS Ha
PoccuiickoM HallMOHaNbHOM KOHIpecce KapAuoaoroB. Huke npuBoauThCS KpaTKUIl OUepK
u coctosinue Borpoca o JJCT

Tepmunonorus. [IporuBopeursi B OLIEHKE TPOEKTA HAYAIUCH C TEPMHUHOJIOTUH U,
MIPEXJIEe BCETO, MPaBa Ha CYIIECTBOBAHUE CAMOW HOMEHKJIATYPhI «IUCILIa3us
COCMHUTENILHOU TKaHU». TepMuH «ructuiaszus» obu1 npenioxen P. Beighton B 1983 roay
NPUMEHHUTEIBHO K coenHnTeNbHOM TKaHH (CT), ¢ TOUKM 3peHUs KIMHUIKCTA
paccMaTpHBarOLIascs Kak pe3ysibTaT KIMHUYECKUX MPOSIBICHUIN HapyIIEHUs] CUHTE3a U
(GYHKUMOHUPOBAHUS IPOU3BOIHBIX KOJUIAr€HOBBIX U 3JIaCTHYECKUX OenkoB. B
nanpHeneM, nepsbie npeanockuiku K Beienennto JICT kak cunapoMa ObUTH CAeTaHbI
V.A. McKusick nmpu u3yueHnn HaclIeCTBEHHBIX BAPHAHTOB ME3CHXUMATbHON JAUCIIA3HUH, B
yacTHOCTH cuHapoma Mapgana (CM). Uctopudecku, nucnonbszyemas B Poccun
TEPMUHOJIOTHS «KOHCTUTYIIMOHATbHAS (TEHETHYECKH 00YCIIOBIICHHAS) COCTUHHUTEIIbHAS
JUCIUIA3Us», BXOAUT B PYCCKYIO MEIMLIMHCKYIO JIuTepaTypy B KoHEe 80-X rooB s
0003HaYEHUs1 KHECUAPOMHBIX» (OPM COETUHUTEIBLHOTKAHHBIX aHOMAJIUM, B OTJIIMYUE OT
YETKO OUYEPUYEHHBIX KJaccuueckux npossieHnd CM, Onepca-Jlannoca u 1pyrux
MOHOT'CHHBIX HacjieIcTBeHHBIX 3a0oaeBanuii (I'opaon U.B., 1984). Konuenmus ICT u ux
nenenue Ha nuddepeHurpoBaHnbie U HenudpepeHrpoBanHbie GopMbl B Pycckoit mkose
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nosieriack B 1990 roay Ha cumnosuyme B Omcke (Skosies B.M., 1990). Onnako,
OTCYTCTBUE YHU(PULUHUPOBAHHON TEPMUHOJIOTUH, OOUIEIPUHITON KiacCu(DUKAUU MIPUBEIO K
TOMY, YTO CEr0JIHS MHOTMMHU aBTOPAaMH UCTOJIb3YETCS MHOTOYMCIICHHAs] COOCTBEHHAs
TepMUHOJIOTU 1151 0003HaueHus HenudpepenurpoBannbix JICT. Ucxons uz npunuuna
CTPYKTYpPbI U (DYHKIIUH IPUMEHUTEIBHO K OOJIE3HSIM YEJIOBEKA, UCIIOJIb3YIOTCS TOHITHUS
«cnabocth» K «auchyHkuus» CT, CHHIPOM «MajbIX», «CTEPTHIX»,
«HenupPepeHIMPOBAHHBIX» COETMHUTEIbHOTKAHHBIX TUCIIIIA3UM, «BPOXKIACHHAS
Me3eHXMMaJlbHasl HEIOCTATOYHOCTh WJIM COEAMHUTEIbHOTKAHHBIE HAPYIIEHUS»,
«COEAMHUTENbHOTKaHHAS AUCIUIa3Usl CO CMEIIAHHBIM (DEHOTUIIOM», «T€HEpaIM30BaHHas
wn BpoxxaeHHast JICT». [Ipumenumsbie Tepmunbl M.G. Glesby, u R.E. Pyeritz (1989)
«CMEIIaHHBIN» WK «repekpecTHbIi» (overlap) denorunsl HaciencTeHubix JICT, akpoHum
«MASS-penoTun», mnoguepKUBaroOUMii BOBJICYEHHE B MATOJIOTHUYECKUN MPOIIECC
MUTPaJIbHOTrO KJlallaHa, aopThl, ckeyieta u koxku (Mitral valve, aorta, sceleton, skin),
YCHEIIHO 3aUMCTBYIOTCSI U3 aHTIJIOA3BIYHBIX HCTOYHUKOB U IIMPOKO PACPOCTPAHIIOTCS B
PYCCKOSI3bIYHBIX MYOIMKALUAX, HE UMES ITPU 3TOM 01 COOOM KIIMHUYECKOr0 OCHOBaHus. B
1989r. Hero-HMopkckoii Accoupanueii Kapuonoros B knaccupukaiuiy 3a6onesanuii
CEpJIEYHO-COCYIUCTOM CUCTEMBI BepBbie ObLI BbiAeseH «cuHapom JCT cepaua»,
NpEe/ICTaBICHHBIN MPOJIaricaMy KJIanaHoB (MUTPaJILHOTO, TPUKYCIUIATLHOTO, A0PTAITBHOTO
U JIETOYHOT0), aHEBPU3MOU MEXKITPEIICEPIHON IEPErOpOIKH U CHHYCOB BasbcaabBbl. B
1990 r. Ha cummo3uyme B OMcke (1991), 3T0T criucoK ObLT JOMOHEH aHOMAJILHO
pacronoxeHHbIMH Xopaamu. Baeapstoresa tepmunsl: «/ICT cepama», «manble aHOMaIUU
WIN COCMHUTEIILHO-TKaHHAasl quctuiasus cepamna» u ap. (Faycaes C.®d., 1990; Skosies
B.M., 1991; Oranog P.I"., 1994; Jlesuna JI.1., 1999; Tpucserosa E.JI., 2000). B
pe3ysbTaTe, NepeyeHb «COCTOSHUI, 00YCIOBICHHBIX BPOKAEHHBIMH HJIM HACIIEACTBEHHBIMU
CTPYKTYpHBIMU U/viin MeTaboarmueckumu HapyieHusmu CT, xapakTepu3yromuecs
CTOMKMMU aHATOMUYECKUMU U3MEHEHUSIMHU, HO B OTJIMYHME OT U3BECTHBIX MTOPOKOB CEP/ILIA,
HE BBI3BIBAIOIIUX SIBHBIC HAPYIICHHS TEMOJMHAMUKN 3HAYUTEIBHO pactmpuics [3].
Takum 00pa3oM, puBeEHHAS TEPMUHOJIOTHSI OTPAKAET HECOBEPILIEHCTBO
KJ1acCU(PUKATMOHHBIX TIOJIXO0/I0B, 3aTPyIHAS pab0Ty Bpavya-KIMHUIMCTA. B mmpokom
cMbIcie TIpu ucnoyib3oBanuu NoHsITUs JCT Oblia MONMHOCThIO yTpaueHa HO30JI0rHYecKas
CaMOCTOSATEIbHOCTh KIMHUYECKH OUEPUECHHBIX 3a00JIEBAHUM, OTHOCSIIMXCSA K KOMIETEHIIUU
Bpaveil pa3IMyHbIX KIMHUYECKUX CIENUATbHOCTEH. APr'YMEHTOM MPOTUB MCIOIb30BaAHMS
TEPMUHA «TUCIIIA3US» MOCIYKHIIO U €ro 00Jie MHUPOKOE UCTOIKOBAHUE, YEM TO, KOTOPOE
omnpezeneHo B nucMop@osioruu. CorinacHo MeXIyHapoIHOU Kiaccudukanuu, Bce
BPOKJEHHBIE 1e(PEKThl pa3BUTHUS NOAPA3IEAIOTCA Ha YEThIPE TPYIIbI: BPOXKICHHbBIE
MOPOKU PA3BUTHUSA, JU3PYIIUH, 1eOPMAIMH U TUCIUIA3HUHU, TIOHMUMAS O] IocieTHIMH (C
rped. dis- Hapymenus, plasia- passutue, 00pazoBaHue) IMEHHO MOP(HOIOTHYECKUN Te(eKT
KJIETOK WJIM TKAHEBBIX CTPYKTYP B PE3YJIbTaTe FT€HETUYECKU JETEPMUHUPOBAHHOIO
HapyuieHus: 1udPpepeHInpOBKH KIETOK UM TKaHEeW B SMOPHMOHAILHOM U NIOCTHATAJIbHOM
nepuoaax.

Knaccuduxanus. HekotopbimMu skcriepraMu Moa4€pKUBaioCh HENPUEMIIEMOCTh
nenenust JCT Ha «He- u nudpepeHrpoBaHHbIe» POPMBI, TOCKOIBKY BEIOOP TAKOTO
JIeJIeHHs] HeJIb3sl IPU3HATh yJIauyHbIM, T.K. HOMEHKIIaTypa «HeAuhepeHInpoBaHHbIE
3aboneBanus (cMHIPOMBI) coenuuuTenbHor Tkanu» (Undifferentiated connective tissue
syndrome (disease)) na 3amaje npuMeHUMa K pa3IMyHbIM KOJUlareHo3aM (peBMaTOMTHBIN
aptput, CKB, nonumuo3ur, aepmatoMuo3ut, cuaapom lllerpena), 4ro, onsth-Taku, BHOCHT
HESCHOCTh M MOJAMEHY NOHITHH. [[71s mpuBeAeHUs UCIIOJIb3YyEMON TEPMUHOJIOTHUHU B
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COOTBETCTBHE C OOIIENPUHATON B MUPOBOM MPAKTUKE, ObUT pACCMOTPEH BaApUAHT
pasnenenuss HHCT Ha «knaccuduuupyembie», Ipeanoiaraiinne MOHOr€HHbIe
(Menaenupytolme) 3a001eBaHus U <HEeKJIaccupuIMpyeMbie» (HEMOHOTEHHBIE) 3a00JIeBaHUs
(Puc. 1). ITo cyTtH, B IepBOM cllyyae UMEETCsI ONPEICICHHBIN TUIT HACIICJOBAHUS,
OTYETJIMBO OYEepUYEHHAsl KIIMHUYECKasi KapTUHA, a B psJie CIy4aeB — YCTAaHOBJICHHBIN U
J0CTATOYHO XOPOIIO N3YYCHHBIN TeHHBIH Win Onoxumudeckuit nedekr [2, 7, 10]. K
npumepy, cuaapom Mapdana, cunapom Dnepca-/lannoca, cuaapom Anbnopra,
HECOBEPILEHHBIN OCTEOr€He3, Pa3IMuHbIe BApUAHThI XOHIPOIUCILIIA3UH, OYIIJIE3HbBIN
AMUAEPMOIN3, CUHAPOM «BSUIION KOXKH U TIP.

o

Heritable dizorders of conmective tissue

HacneacTreeHHBIe HAPYIICHIH

COeTHHHTEILHOH TRAHH

& 4

Knacod ruppyemels Heknaozhdg MupW pyemele

Iyl Il

Jdh b ep eHLMPpO BaHHEIE Hepgud depeHympo saHHeE (HACT)

Pucynok 1 — Jlepununuu Auciuia3suu COEIUMHUTENBHON TKAaHU

Bo BTOpOoM ciyuae, Ha60p GEHOTUMMYECKUX MPU3HAKOB HE YKIJIA/IbIBA€TCA HU B OJJUH
YK€ U3BECTHBIN AUCIUIACTUYECKUNA CUHAPOM uin peHotun. Mimenno sta natonorust CT
ABJISIETCS IIUPOKO PACTIPOCTPAHEHHOMW, IIOCTOSSHHO BCTPEYAETCS B TPAKTUKE Bpadeu
pa3IUYHbIX NpouUieH, CIIy)KUT OCHOBON ()OPMHUPOBAHUS PA3TUUYHBIX XPOHUUYECKUX
3a0oneBaHuil. B cuily BBIIEU3105KEHHOT0, IO MEPE HAKOIJIEHUS! 3HAHUM B 001aCTH
MOJIEKYJIIPHOM I'€HETUKH, B T.4. 3aMMCTBOBAHHBIX U3 3apy0eKHOM JIUuTepaTyphl, ObLIO
BHECEHO IPEJIOKEHUE 00 0TKa3e OT Takoi TepMUuHONOruM Kak «JICT» u
«HenupPpepeHpoBaHHAA» B MOJIb3y TEPMUHOB «HACJIE/ICTBEHHbIE HAPYIIEHUS CTPYKTYPHI
u ¢pyukiuu coenuautenbHoi Tkanu (HHCT) — Heritable Disorders of Connectiv Tissue» u
«HEKJIacCU(PUUUPYEMbIE», KaK MEXKIYHAPOAHO-IPU3HAHHBIX U ropasio 0ojee NpeIMETHbIX
(mpod. M.A. [epekanbckas). CiaenyeT OTMETHTD, YTO B AHTJIOS3BIYHBIX CTPAHAX IS
0003HaYeHUs1 KOJIMYECTBEHHBIX U KaUECTBEHHBIX HAPYILICHU OMOCUHTE3a U Jerpajaluu
KOJJIareHa, ONpeesioIIX CIEeKTP KIMHUYECKUX CUMIITOMOB 3a00JIEBaHUM TaK ke
UCTIOJIB3YIOTCSl TEPMHHBI «HACIIEJICTBEHHBIC KOJUTareHoBbIie Oose3nu» (Hereditary Disorders
of Collagen) nnu «renernyeckue koyiareHoBsie 6oe3nn» (Genetic Disorders of Collagen).
HHCT, koTopble He ynaeTcs kiaccuduuupoBaTh, mpuHATO 0003HauaTh «Unclassified
heritable disorders of connective tissue», T.e. «aeknaccudurupyemoie HHCT». [Ipyrue xe
AKCHEPTHI HAIMOHAJIBHOTO IIPOEKTA BBICTYIUIIN 32 COXPAHEHUE MCIIOIb30BaHUs «TEPMHUHA
JICT» BBH1Yy €r0 «MHOTOJIETHETO UCTOJIb30BaHUS B OTEYECTBEHHOM JINTEPATYPE,
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aIaTHPOBAHHOCTH MCCIIEIOBATEISIMHI U IPaKTUYeCKUMHU Bpadamu» (mpod. B.M. SIkosies,
npod. I'.1. Heuaera). [losTomy, oTaaBas 1aHb OTCUECTBEHHOM TPATUIIMH, OBUIO PEIICHO
octaBuTh TepMuH [ICT, nmoa KkoTopsIM B IMPOKOM cMbicie, 00beannstor HHCT
HOJUTEHHO-MYJIbTU()AKTOPUAIIBHOM MPUPOJIbI — TEHETUYECKH JCTEPMHUHUPOBAHHYIO W/ WK
BPOKJIEHHYIO aHOMAJIMIO CTPYKTYPhI U (DYHKIIMH COETMHUTETBHON TKaHU Pa3IMYHbIX
OpraHoOB M CUCTEM, XapaKTEPHU3YIOUIYIOCS MHOT000pa3rueM KIMHUYECKUX MPOSBICHUN OT
100pOKaYeCTBEHHBIX CYOKIIMHUYECKUX (DOPM 710 pa3BUTHSI MOJUOPTaHHON U
MOJINCUCTEMHOM MATOJIOTUU C IPOTPEAUEHTHBIM T€UEHUEM. B y3KOM CMBICIIE TEpMUH
HHCT npuHATO MCNOAB30BaTh B CIy4ae YCTAHOBIEHHON MOHOT€HHOM
npupoab(MOHO(AKTOPHOM, XPOMOCOMHOMW WJIM MHOTO Xapakrepa) 3adoneanus CT,
NepevyeHb KOTOPbIX HACUUTHIBAET cerojiHa 0osiee 250 pa3auyHbIX CUHIPOMOB, HAIEIINX
ceoe Mecto B OMIM (Online Mendelian Inheritance in Men) Haunonansraoro L{entpa mo
BOMpocaM OnotexHojiorndyeckoit nupopmanmu (Web-ctpanuna: http//www. nim.nih.gov/
Omim/searchomim. html), a pacipocTpaHeHHOCTD B IIEJIOM HE MPEBBIMIACT T0JICH MPOIICHTA
[2].

Otuonorus. Hekotopeie akcneptsl, B T.4. ipod. H.II. [[TabanoB, Bo3pakanu npoTUB
ucnosib3oBaHus B onpeneneHuu JCT TepMuHa «BpoKI€HHAs», YKa3bIBasi HAa BHICOKYIO
pacupoCTPaHEHHOCTh Ie(PUIIMTa MUKPO3JIEMEHTOB U BATAMUHOB y O€pEMEHHBIX KEHIINH U
JeTel paHHero Bo3pacrta, goxoasiryto 10 40%-60% u ux poas B pazsutuu natosoruu CT.
Tak, pazHooOpazue knuHudeckux nposisiieHniit HHCT M0xHO 00BSCHUTH HE TOJIBKO
MyTaleil pa3InyHbIX F€HOB WJIM BapualeIbHOCThIO OJTHOTO U3 HUX, HO U ACHCTBUEM
cpenoBbix (hakTopoB. Hanpumep, koMOuHaus 060ux reHeTudeckux pakTopoB u HakTopoB
OKpYXarolen cpeibl 00BbACHSET OnpeaesieHHble MOP(OreHETUUECKUE aCTIeKThI
kpanuonedanpHoro komriekca CM [5]. Takum o6pazom, ObLia MOTYEPKHYTA
MyJIbTU(PAKTOPUATIBHOCTE IPUpoAbl HeauppepenunpoBanubix Gopm JICT, B peanuzanuu
KOTOPBIX UT'PAIOT POJIb MyTalMK OOJIBIIOTO KOJIMYECTBA T€HOB U BO3JIEHCTBHE
pa3HooOpa3HbIX (PAaKTOPOB BHEIIHEH cpe/ibl: HecOaJaHCUPOBAHHBIN XapaKTep MUTaHUS,
HeOIaronpusTHas 3KOJIOTuYecKasi 00CTaHOBKA B OCOOBIX 3HJIEMUYECKHUX 30HaX. Takum
oOpazom, Heauddepenunpobanusie JICT MOTYT UMETh HACJIEICTBEHHYIO IPUPOY, IPUUYEM
yaile ¢ Npu3HakaMu ayTOCOMHO-JOMHHAHTHOTO HACJIeJOBaHUs, U IPUOOPETEHHBIN TeHE3,
BO3HHUKAs B PE3YJIbTATE PA3HOOOPA3HBIX HEOIArONPUATHBIX (PAKTOPOB Ha IJIOJ B IEPUOJL €TO
BHYTPUYTPOOHOTO Pa3BUTHS, YTO MPUBOAUT, MPU ONPEIETEHHON r€éHETUYECKON
MPEPaACIIONOKEHHOCTH, K HAPYIIEHUIO HOPMAJILHOTO AYMOpHUOTeHe3a.

Knunnueckuii nonumop¢dusm. beuin 3aTpoOHYTHI MOJIEKYJISIPHO-TEHETUUECKUE U
KIIMHUKO-TIaToMopdosiorndeckue acnektsl ndyuenuss HHCT. MHorue reHeTudeckue
3a0051eBaHUSl HOCST CUHIPOMANIbHBINA XapaKTep ¢ MPEUMYILIECTBEHHOM JTIOKaIu3auuen
naTojiornyeckoro nporecca B cnenupuyeckux CT. Onnako, BapuadbenbHOCTh TeHETHUECKUX
1e(EeKTOB U UX MHOT0O0Opa3HOe CoueTaHue, FTeHOTUIT OpraHu3Ma, BIUSIHUE (PAaKTOPOB
BHEIIHEHN CpeJibl, OTBEUAIOIIME 32 META00IM3M BHEKJIIETOYHOTO MaTPUKCa, OMPEACIISIIOT
BBIPAKEHHYIO (DEHOTUITUYECKYIO T€TEPOreHHOCTh U BBICOKHI YpoBeHb nojaumopduzma JICT
[2,5, 7,9, 10]. K npumepy Heauddepentmponannas JJCT MoKeT SBISETCS YaCThIO
cnenupuyeckoro (eHoTUuIa MHOTMX HACJIEeICTBEHHBIX 3a00JIEBaHUI B pe3yJibTaTe
BoznelcTBus Ha CT psna sMOpuoTokcuyeckux (pakTopoB. Bo3MokeH 1 0OpaTHbIN BapUaHT,
Korja Ha0op PEeHOTUNMUYECKUX TPU3HAKOB Y NAIMEHTOB ¢ «Henuppeperurpoannoin» J{CT
MOKET pacleHUBaTbCs Kak (peHokonus 1udpepeHIMpOBaHHbIX, HATTOMUHAS
cuHapoManbsHyro marosioruto. Emte panee Marshal J. Glesby u Reed E. Pyeritz (1989)
YKa3bIBaJIM, YTO 00JIee MOJIOBUHBI BCEX OOJIBHBIX, OOPAIAIOIIMXCS B TEHETUYECKHE LEHTPbI
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C MPU3HAKAMH COEAUHUTEIIbHOTKAHHOW TUCIJIA3UH, HE UMEIOT YETKO OUYEPUYECHHOU
HACJICICTBEHHOM NMATOJOTUH, U, BCE kK€, BCE OHU UMEIOT 3HAUNMbIE KIIMHUYECKUE
JI0Ka3aTeIbCTBAa CUCTEMHBIX JIEPEKTOB KCTPALICIUTIOISIPHOTO MaTPpUKCa. Y Ka3aHUs Ha
MHOT000pa3Hble KOMOMHAIIMY (PEHOTUTUYECKUX MPU3HAKOB U CYIIIECTBOBAHUE T.H.
«CMEIIaHHBIX» WU «1epekpecTHbIX» (overlap) penotunos HHCT, moareepkaatoT Tem
CaMbIM CBOETO POJIa YHUKAJIBHOCTh KaXKJ0TO JIePeKTa U OTCYTCTBUE YHUBEPCATBHBIX
natosiornyeckux noppexaenuit CT, popMupoBaBIINX Obl KOHKPETHBIA (DEHOTHII.
NneanbHoM 1O3ULIKMEN B TAHHOM BOIIPOCE SIBIISIETCS OCYIIECTBIEHUE MEUKO-TEHETUUECKUX
KOHCYJIbTallU C YTOYHEHHUEM MEPBUYHOTO F€HETUYECKOTO0 JAeeKTa HACIECTBEHHBIX
KOJIJIAr€HOMATUN U TAJIbHENIIIEE ITHOJIOTUYECKOE JICUCHUE C MOMOIIBI0 METOA0B T€HHOU
nHxeHepuu. Ha coBpeMeHHOM 3Tane, MOJEKyJIsipHas TeHETUKA MOKA3bIBAET, YTO
KJ1IacCU(UIUPOBATH U TUATHOCTUPOBATH HACJIEACTBEHHO JETEPMUHUPOBAHHYIO NTATOJIOTHIO
CT TONBKO MO KIMHHYSCKAM MPOSBICHUSAM NMPAKTHYSCKHA HEBO3MOXKHO [8, 6]. Tak, B
MEXIyHapOIHOM ucclieoBannu, Bkirovaromem 1009 npo6anaoB ¢ uzBectneimu FBN1
(bubpummH-1) myranusmu npu CM, Obl1a yCTaHOBIIEHA 11EJIECO00PAa3HOCTh MOJICKYJISPHO-
T€HETHYECKOr0 UCCIIEIOBAHUS, €CIIM 3aTPOHYTA, IO KpailHEH Mepe, OJIHA KPYITHAsI CUCTEMA
[6]. MonekyspHbI CKPUHUHT 1103BOJIIET HaMHOTO paHbIie (44% npotus 73%)
MPENOI0KUTh OMMACHOCTh PA3BUTHUS YTPOKAEMOM JJIsl 5KU3HU AHEBPU3MBbI a0PThHI Y
MAIMEHTOB C «HEBBIMOJIHEHHBIMU» MEXIYHAPOIHBIMU «KIMHAYECKUMU» KpuTepusimu CM
[6]. OnHako, HEBO3MOXKHOCTH IMPOBEICHUS MOJICKYJISIPHOTO CKPUHHUHTA M BBIPAYKCHHBIH
KIIMHUYECKUN MOTUMOPPHU3M, ONPEIETISIIONINX CIOKHOCTD TUArHOCTUKU CUHAPOMAIIBHBIX
dbopm JICT, npuBenio k camomy IriIaBHOMY MpeaMeTy 00CYKIEHUSI IKCIIEPTOB — BOIIPOCY O
nepeyHe CUHIPOMOB U (DEHOTHUIIOB, KOTOPHIE clie/0Baio Obl BKIHOYUTE B rpynmny JICT u
aJITOPUTMY UX TUATHOCTUKHU.
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