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Hacaedcmeennbie 6one3Hu HepeHOLl cucmembl — 00HA U3 HAUOOAee MHOLOMUCACHHBIX 2DYIN MOHOLEHHOLU NAMOA0UU YeA08eKd, XapaKme-
PUBYIOULASICA BBIPAMICCHHOL 2CHEMUMECKOL 2eMEPOLEHHOCbIO U KAUHUMECKUM ROAUMOPPU3IMOM. B cmambe onpedeneHbl 0CHOGHbIC MUNbL
2eHEMUUECKOU 2eMEPORCHHOCMU U HA NPUMEPAX OMOCAbHbIX HO30A02UMECKUX (YOPM IMOLL 2pYRNbL 3a004€8AHULL NPEONOAONCEHbI NPUHUHbL
ee 6ozHuKHoseHuUs. O003HaAUeHbl NPOOAEeMbL, CO30A8ACMble 2CHEMUUECKOL 2eMepO2eHHOCMbI, NPU NPOGEOCHUU MEeOUKO-2eHEMUUECK020
KOHCYAbMUPOBAHUS OMALOUCHHBIX CeMell U NPeOA0NCeHbl CROCODbL UX PeULCHUS.

Karoueevle caosa: nacredcmeentuvle 601e3HU Hepgnoﬁ cucmemol, eceHemu4ecKkas eemepoeeHHoChnlb, KAUHUYeCKUll nOﬂL{MOquLIS’M, Meduko-
ceHemu4ecKoe KoHcyabmupoearnue

Genetic heterogeneity of hereditary diseases of nervous system: problems and solutions
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A hereditary disorders of the nervous system is one of the largest group of human monogenic disorders with high-grade genetic heterogeneity
and clinical polymorphism. The main types of genetic heterogeneity and their possible causes are explained by giving typical examples
of different nosological forms. The basic problems and feasible solution of medico-genetic counseling and education of high-risk families

in case of genetic heterogeneity are discussed.
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AHaM3 NpUYUH TEHETUYECKON TeTepOreHHOCTH Ha-
CJIeACTBEHHBIX O0s1e3Heit HepBHOI cucteMbl (HBHC), nme-
IOINX CXOOHBIC KIIMHWYECKUE TIPOSIBJICHUSI, — OIHA M3
aKTyaJIbHBIX ¥ BMECTE C TeM CIIOXKHBIX TTPOOJIEM KITMHIYEC-
Koit reHeTKH. [lom reHeTMUeCKoi reTeporeHHOCThI0 Ha-
CJIeICTBeHHBIX 00JIC3HEH TTompa3yMeBaoT (heHOMEH, Korma
KIMHUYECKU eAMHOE 3a00IeBaHIE MOXKET OBITh O0YCIIOBIIC-
HO MyTallsIMU B pa3HBIX TeHaX (JIOKYCHAs TeTepOT¢HHOCTb)
WY, HAIIPOTHUB, KOTIa MyTalluX B OMHOM T'eHe OOYCIIOBIIH-
BaIOT Pa3IMYHEIC 110 TSLKECTH KITMHITYIeCKHE (POPMBI OTHOTO
3200J1eBaHMS JIMOO pa3HbIC TT0 KITMHIYECKIM MPOSIBIICHUSIM
3a00JIeBaHMS (aJJIeNIbHAasI TeTepOTreHHOCTh). K HacTosmemy
BpPEMEHU BBISIBJICHA TCHETHUECKAsI TeTEPOreHHOCTD ITPaKTH -
YECKM TS BCEX TPYIIT HACIICACTBEHHOM HEBPOJIOTMUECKOM
maronoruu [1-8]. MaeATnuImpoBaHO HECKOJIBKO IECSIT-
KOB T€HETUIECKIX BApMAHTOB CITACTUIECKUX TTapaIuIeT i,
HACJICICTBEHHBIX MOTOPHO-CEHCOPHBIX TTOJIMHEUPOTIaTHiA,
CITMHOLIEPEOCIUIIPHBIX aTaKCUIA, MOSICHO-KOHEYHOCTHBIX
MPOTPECCUPYIOIINX MBIIIIEUHBIX TUCTPODUIA 1 IPYTUX TPYIIIT
HBHC. Takas BeIpaskeHHast TeHeTU4YeCKast TeTepOreHHOCTh
MpYBeJIa K MEePeCMOTPY CYIIECTBYIOIINX KIIaCCU(PUKAITIIA
HBHC u co3manuio nx HOBOI CUCTeMAaTUKN, OCHOBaHHOM
Ha pa3INIysIX B STHOJIOTUH OTACIEHBIX TCHETMUECKIX BapH-
aHTOB (TaK Ha3bIBAEMbIIf TCHOMHBIN TTPUHIINIT), B KOTOPOI

KaXXIblii BApMAHT MMEET OTACIbHBIN HOMEp IO KaTaJory
OMIM (Online Mendelian Inheritance in Man) u BbIme-
JITeTCST HA OCHOBaHWM KapTUPOBAHMS /W WUACHTU(DU-
KallM TeHa, MyTallMi B KOTOPOM OTBETCTBEHHBI 3a €TO
BO3HUKHOBeHMe. [TosiBIeHME TaKMX KiTaccupUKAITIii TIpe-
BHUIIEJT OCHOBOITOJIOXKHUK OTEYECTBEHHOM HEHPOTeHETUKU
C.H. laBuneHkoB, KoTopsblii emie B 30-e Toabl MPOIIJIOTro
BeKa IMHcaj, 4yTO Oymymue KiaccuWKalluy HaCIeICT-
BEHHBIX 00JjIe3Hel OyayT NpeacTaBIsiTh COOOI He «KaTajaor
(peHOTHUTIOB», a «KaTajor FeHOB» [9].

WnenTnduxamnms JOKyCHOM 1 aJUIeJIbHOM reTeporeH-
Hoctu HBHC no3Bomnuna B psiie cimydaeB oObsICHUTh Me-
XaHW3MBI HaOJTI0JaeMOTO MEKCEMEIHOTO TTOTMMOphr3Ma
KIIMHWYIECKUX TIPOSIBIICHNI OTAETBbHBIX HO30JIOTUICCKUX
dopmMm [10—13]. OnHAaKO MPUYMHBI BHYTPUCEMEITHOTO TT0-
JuMopdu3Ma, XapaKTepHU3YIOIIerocsl pa3IundusIMUA K-
HUYECKUX MPOSBICHUI 32001 BaHMS Y TIOPAXKEHHBIX YJIe-
HOB CeMbU, UMCIOIINX OAHY M Ty K¢ MYyTallli0 B TeHE,
OKOHYATEJIbHO HE BBISICHCHEL.

JIoKycHas reTeporeHHOCTb. AHAITN3 JIOKYCHOM TeHeTHYe-
CKOI1 TeTepOTeHHOCTH TTO3BOJISICT BBISIBJISITH TEHETUIECKIIEC
CETH 1 KOMUPYEeMbIe UMW MOJICKYJISIPHBIC KOMIUIEKCHI, OCY-
IIECTBIISIIONINE 3JIeMEHTapHbIe (hU3UOJIOTIeCKIe (PYHK-
. 3HAYUTETHHOE CXOICTBO KIMHUYECKMX CHMITTOMOB
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EGR2: TpaHCKpUMUMNOHHbIN dpakTop
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Puc. 1. Jlokaausayus 6eax086ix npoOYyKmMoe 2eH08, 0MEeMCmMEeHHbIX 30 603HUKHOBCHUE HACACOCMBEHHbIX 0eMUCAUHUSUPYIOUUX NOAUHEUPONamUl.
EGR2, LITAF, NEFL, PMP22, Po, Cx32-2eHbl, 0meemcmeeHHble 3a 603HUKHOBCHUE PA3NUMHBIX 2eHEMUHECKUX 8aAPUAHIN08 HACAeOCBECHHbIX
MOMOPHO-CEHCOPHBIX demueaurHusupyouux noauneiiponamuti. Ucmounuk: Niemann A., Berger P., Suter U. Pathomechanisms of mutant proteins
in Charcot—Marie—Tooth disease. Neuromolecular Med 2006,8(1-2):217-42, ¢ modugpuxayusmu

TreHEeTUUECKH reTeporeHHbIX Ho3onornueckux opm HBHC
MIpY HAJIMYWKM JIOKYCHOI TETEpPOTEHHOCTH OOBSICHSICTCS
eIMHCTBOM MX ITATOTCHETMUECKIX MeXaHM3MOB. bekoBbie
MIPOIYKTHI TEHOB, MYTallii B KOTOPBIX OTBETCTBCHHEHI 3a
BO3HMKHOBEHME TEHETMUYECKU TE€TePOTeHHOM MaTOJIOTHH,
MOTYT (PYHKIIMOHUPOBATh B OMHMX 1 TeX K¢ TKAHSIX B Kade-
CTBE CTPYKTYPHBIX O€JIKOB, OBITH (pepMEHTaMM, 00eCTIeun-
BaOIIMMU Pa3TMIHBIC STAITHI KaTa00M3Ma OTHUX 1 TEX XKe
CyOCTpaToB, SIBISITBCS TPAHCKPUIIIIMOHHBIMUA (DaKTOpaMu
WM yJacTBOBAaTh B Ka4yeCTBE OTHCIIBHBIX 3BCHBEB ITyTEH
CUTHAJIBHOU TpaHCAyKOuu. [IpuMepoM JIOKYCHOI TeTepo-
TeHHOCTH CJIy>KaT HaCJIeACTBEHHBIC JeMUCITMHU3UPYIOIINE
MOTOPHO-CEHCOPHBIC TOTMHEUPOaTUM — TPyIIIa 3a00-
JIeBaHMi1, 0OYCIIOBJICHHBIX MYTAIlUSIMA B T€HAX, ITPOIYKTHI
KOTOPBIX SBIITIOTCS CTPYKTYPHBIMU OeJIKaMU reprdeprde-
CKUX HEPBOB, (POPMUPYIOIINX UX MUCIMHOBYIO 00OJIOUKY
WM OCeBBIe MWIMHIAPHEL. HapyleHre mim mpekpalieHue
(GYHKIIMM OTHOTO M3 3TUX OCJIKOB — IIPOAYKTOB Pa3HBIX
TeHOB — HEM30eKHO MPUBEICT K BOSHUKHOBCHUIO CITCIIN-
(ryeCcKMX CUMIITOMOB TosnHeponaruii [12, 14-16]. Jlo-
Kaym3alys 0eJIKOB B CTPYKType MepruepruIecKX HEPBOB
1 TeHeTUIECKIE BapUaHThI, BOSHUKAIOIIE TIPY HApyIICHUN
1X (OYHKIIMOHNPOBAHMS, TIPEACTABICHBI Ha puC. 1.
CXOmHBIe TTaTOTeHETUYECKIE MEXaHN3MBbI YCTAHOBJICHBI
IIST TPYIIIBI TIOSICHO-KOHEYHOCTHBIX ITPOTPECCHUPYIONINX
MBIIIEYHBIX TUCTPOGUIA C ayTOCOMHO-PEIICCCUBHBIM TUTIOM

HacienoBanud [6, 10]. ITokazaHo, 4TO pa3jIMYHbBIE TEHETH-
YeCKMe BapMaHTHI 3TOM TPYIIIBI 3a00JIeBaHUI BOSHUKAIOT
MIpY MyTalUsIX B TeHAX, IIPOMYKTHI KOTOPBIX 00eCTIeYNBAIOT
(YHKIIMOHUPOBAHUE CIIOXKHOM IIETIN B3aNMOICICTBHS OeI-
KOB (OT SIepHOM OOOJIOYKH IO COCTUHUTEITPHO-TKAHHBIX
CTPYKTYp TIEPUMU3HST), 00SCIICUNBAFOIINX CHHXPOHM3AIINIO
MIPOIIECCOB COKPAIIIEHMS MBIIIIEYHOTO BOJIOKHA (pHC. 2).
ITokazaHa Takke TeHEeTHIEeCKasl TeTePOTeHHOCTD psia
BapHUaHTOB BPOKIEHHBIX CTPYKTYPHBIX Muoratuii (BCM),
KOTOpBIE UMEIOT HEe TOJIBKO CXOMHBIC KIMHNYECKHE TIPO-
SIBJICHUS, HO Y €IWHBIN MOP(hOIOTUIECKIT 1edeKT, BBI-
SIBJIIEMBII TIpU OMOTICMY MBI, K reHeTudecKn retepo-
reHHBIM BapraHTaM BCM oTHOCHTCS IEHTPOHYKJIeapHast
(MuoTYyOYIsIpHAsT) MUOIIAaTHsI. B OCHOBE BO3HMKHOBEHUS
KIMHIYECKUX TTPU3HAKOB 3a00JICBaHMSI JICKUT HAPYIIICHIE
npoiecca (OPpMUPOBAHUSI MBIIIEYHBIX BOJOKOH B BM-
OpMOHAJIBHOM TIEPUOJIEe, IIPUBOASMIIEE K MOSIBICHUIO TH-
TIOTUTa3UM MBIIIII C IEHTPAIBHO PACITOIOXKEHHBIMH SIIpa-
MM, HAITOMMHAIOIIMMHN MUOTYOYJIbI, XapaKTepHBIC IS
SMOPHUOHAJIBHOTO Tieproaa (OpMUPOBAHUS MBI, TaKou
Mop(OoJIOrYecKuii TedeKT CIYKUT OCHOBHBIM Audde-
PEHIIMATbHO-INAarHOCTUICCKIM KPUTEPHEM 3TOTO HO30-
sormdyeckoro Bapranta BCM. MeHOTHUII 3T0i HO30JI0TUHN
MOKET OBITh 00YCIOBJICH MYTallMSIMU B 3 TeHAX — MUOTY-
oynsgpuHa, aMudU3nHa 1 JUHAMWHA 2-TO TUTIA — 00Y-
CJIOBITMBAOIINX X-CIEIICHHOE PEIIECCUBHOE, ayTOCOMHO-
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Puc. 2. Jlokaausayus 6eaK086i1x npoOyKmoe 2eH08, 0MeemcmeeHHbIX 3a 603HUKHOBEHUE PACNPOCMPAHEHHbIX 6APUAHIMOE
NOSICHO-KOHEUHOCMHBIX NPO2PeCccUpyrouux moiueutsix oucmpoguii. [TKMJ] — noscHo-KoHeuHOCMHAs npoepeccupyouas Molule4Has Oucmpous,;
MU/ MIEB — moiweunas ducmpoghus Arowenna/bexepa; IIAMI — Imepu-Jpeiighyca moiweunas ducmpogpus; Chr. — xpomocoma.
Hcemounuk: http://www.bio.unipd.it/bam/PDF/ 12- 1/02480AngeliniC.pdf ¢ moougpukayusmu

peliecCUBHOE U ayTOCOMHO-JOMWHAHTHOE HacJIeJOBaHUe
3a00y1eBaHNST COOTBETCTBeHHO. [loKa3aHO, 4TO HOKayT
BCEX 3THX T€HOB Y MBIIIIEH BBI3BIBAET HapylIeHne audde-
PEHLIMPOBKU MUOOJIacTOB. TakuM 00Opa3oM, IMOCTaHOBKA
IMarHo3a LEeHTPOHYKJIeapHOil MUOMAaTUM HEJOCTATOYHA
IIJIsT YCTAHOBJIEHUST TEHETUYECKOTO BapraHTa U 00YCIIOB-
JIMBAeT HEOOXOAMMOCTb MPOBEACHUS YTOUHSIOMICH
JAHK-nuarHocTuku.

AJe/TbHASI TeTEPOreHHOCTb. AJUTeTbHASI TETePOTCHHOCTD
HacJIeCTBEHHBIX O0JIe3Heil, 00yCIOBJICHHAsT MYyTalUsIMU
B | reHe, BBIABISET pa3HooOpasue (PyHKIMI 3TOro reHa
U €TO0 MPOIYKTOB BO BPEMEHU 1 MPOCTPAHCTBE U UX y4acThe
B pa3HbIX MeTA0OIMUECKUX CeTsIX. B OOJIbIIMHCTBE ciyyaeB
aJUTeTbHbBIE BAPUAHTHI, 00YCJIOBJIEHHBIE Pa3TMYHBIMI MyTa~
LIMSIMU B OJTHOM U TOM K€ TeHe, XapaKTepHU3yIOTCS pa3indg-
HOI TSDKECTBIO €IMHOTO 10 KIMHUYECKUM TTPOSIBIICHUSIM
3a00seBaHus. [Ipy 5TOM TSKECTh KIIMHUYECKUX TTPOSIBIIC-
HUWIA HACJIEeICTBEHHOTO 3a00JIeBaHMS MOXET 3aBHCETh OT
TUTIA MYTallN WM €€ JIOKAJIN3ALNK B TeHe, 00YCIOBIIBAIO-
LLIMX Pa3IMYHbIe HapyLIeHUs (PYHKIIMN OETKOBOIO MPOAYK-
Ta. MyTanmu, HapyIaoIme aMIHOKHUCIIOTHYIO ITOCTIeI0Ba-
TEJIbHOCTh B 3HAYMMBIX IS (DYHKIMOHUPOBAHUS OesiKa
JIOMEHaXx, JieXXaT B OCHOBE BO3HUKHOBEHMUSI TSDKEJTBIX TPO-

SIBJIEHUIT 3a00JIeBaHMs, B TO BpeMsI KaK MyTalluid B (DyHK-
IIMOHAJIBHO MeHee 3HAYMMbBIX yJacTKaX OeJTKOBOI MOJIEKYITBI
00yC/IOBIMBAIOT OoJiee Jierkoe TedeHue Oosie3Hu. MeHee
M3y4eHBl MEXaHU3MbI aJIJIEIbHOM TeTepOreHHOCTH, XapaK-
TEePU3YIOLIEHCS BOSHUKHOBEHEM Pa3IMUHBIX ITO KITMHUYEC-
KM TIPOSIBJICHUSIM 3a00JIeBaHWI TIPU MYTaLIMSIX B OTHOM
¥ TOM Xe reHe [5, 17].

TMoka3zaHo, 4TO OHA U3 TPUYNH (heHOMEHA aJlIeJIbHOMN
TeTepOreHHOCTH 3aKJTIOYAeTCsT B HAPYIIEHUN TKAHeCTIeI~
(pmaeckoro anBTepHATUBHOTO CIUTAiCMHTA TeHA 1/ WJTH TIPO-
neccuHra 6emka. 1ist o0bsSICHEHMSI 3TOT0 BapraHTa ajljieib-
HOWl TeTepOTeHHOCTHM pPACCMOTPUM  MEXaHU3MBI
BO3HMKHOBEHMSI HEKOTOPBIX JIaMUHOTIATHIA. K HacTogmemy
BpeMeHHU onmcaHo 11 reHeTMYeCKNX BapuaHTOB 3a00JieBa-
HUI, OOYCIIOBJIEHHBIX MYTalMSIMM B TeHe JaMWHa
(LAMIN A/C), xoTopble OTHOCATCSA K 4 TpyIIIaM HacJiel-
CTBEHHBIX 3a00JIEBAHUIA: MPOTPECCUPYIOIINE MBIIIEYHbIE
IucTpodum, HeBpadbHble aMUOTPODUH, JTUTOAUCTPpODUN
¥ TIPOTePOUIHBIE CUHIPOMEI. [eH JIOKaJIM30BaH Ha XPOMO-
come 1g21.2-21.3 u comepxur 12 3k30HOB. OH KOAUPYET
TpejlaMiUH — TPEIIIECTBEHHUK 3pesibiXx JaMuHoB A 1 C.
CospeBaHue JaMrHA A TIPOUCXOIUT B Pe3ysIbTaTe CAOXKHOMN
TMOCTTPAHCISILIMOHHON MonuduKayy npeaamMuHa A. TTo-
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Ka3aHO, YTO IIpeJaMUH COCTOUT U3 664 aMUHOKUCIIOT,
98 M3 KOTOPBHIX (hOPMUPYIOT YHUKAJIbHBIE MOTHBHI Ha
C-KoHIIe 0eJTKOBOM MOJIEKYJTbl. CunTaeTcs, 9To Hanboee
3HauMMBIH 13 HUX MOTHB CAAX (C — 1tuTo3uH, AA — amm-
daTrueckre aMMHOKHUCIIOTHI, X — JII00ast aMITHOKICIIOTA),
KOTOpPBII MCTOJIB3YETCS /IS BHEAPEHUS B SIIEPHYIO MEM-
Opany. [locne 3akperieHUs1 Ha SIIEPHO MeMOpaHe 3TOT
MOTHUB, BMecTe ¢ 14 apyrumu amMmuHokucaoTamu (647—661)
OTIIEIUISIETCS, TAKUM 00pa30M, 3pEIIbIil JaMUH A COCTOUT
n3 646 aMMHOKKCIIOT. AJIBTEpPHATUBHBIN CAiT CIUIaliiCKHTa
Ji1s1 oopaszoBaHus JamMuHOB A 1 C Haxoautes B 10-M 9K30HeE.
B Hauaze npolieccrHra npoucxXoauT 100aBIeHe JAMUIHON
TPYIIITBL K IIUTO3WHY, BXomsieMy B coctaB CAAX-MoTuBa
(puc. 3). ITokazaHo, 9TO Bce MyTallMU B Te¢HE JJaMIHa, 00Y-
CJIOBIIMBAIOIIIE BOSHUKHOBEHME OTHOTO U3 HanboJIee pac-
MMPOCTPAHEHHBIX CHHIPOMOB IIPEKIEBPEMEHHOTO CTape-
HUS — TIporepu M cuHApoMa letumHcona—Iundopna,
HapyIIaioT MPOIIecC CIUTACHHTA B 00JIACTH 3-TO KOHIIA Te-
Ha, YTO IPUBOIUT K M3MEHEHHIO TIPOLIECCUHTA TIpeTaMITHa
1 HaKOTUICHUIO €TO B KJIeTKe. Psit aBTOPOB IpeutararoT Ha-
3bIBaTh 3TOT MYTaHTHBIN IpejaMuH TiporeprHoM [ 18]. Kpo-
Me TOTO, HEOOXOIMMO MMETD B BUILY, UTO JJAMUHBI CTPYKTYP-
HO " (YHKUMOHAJIBHO CBSI3aHBI C NIPYTUMM OeIKamMu
SITEPHOI 000JI0YKM, (DYHKITMY KOTOPBIX eIlle He M3yUCHBI.
DTO CBUIETEIBCTBYET O CIIOXKHOCTH ITPOLIECCOB, IIPOMCXOISI-
IIMX C yYaCTHEM JIJAMIHOB, U TIO3BOJISIET IIPEIIIONIaraTh, YTo
KIMHIYIECKU (DEHOTHUIT 3aBUCUT HE TOJIBKO OT CTPYKTYPBI
MYTaHTHOTO JJaMHA, HO W OT XapaKTepa ero B3anMOICii-
CTBUA ¢ TKaHecnenuduueckumu Oenkamu. OTcioma Bo3-
HHMKaeT HeOOXOMMMOCTh IIOMCKA KOMILTEKCa OSJIKOB, (PYyHK-
IIMOHMPOBAaHME KOTOPHIX HAPYIITAeTCST M3-3a MyTaIllK B TeHE
namuHa. PemieHue 3Toil mpoGiaeMbl CIIOCOOCTBOBANIO Obl
pacimppoBKe TTaToreHe3a 3a00IeBaHMS 1 TIOUCKY 3hheK-
TUBHOM TEPAIN¥ JIJAMAHOITATUI.

Hpyroit MexaHN3M aJJIeJIbHOM TeTePOreHHOCTH peajli-
3yeTcsl TIpU TIPOTPECCUPYIONIE MBIIICYHON IrCTpodun
Omepu—/peiipyca ¢ ayTOCOMHO-TOMUHAHTHBIM THUIIOM
HacrenoBaHMsI. MI3BeCTHO, YTO OCHOBHOE KOJIMIECTBO CJTyda-
€B MPOTrPEeCCUPYIOINICii MBIIIICUHON muCTpodun DMepr—
Hpeiidpyca Hacnmemyercss X-CUEIUIEHHO PELECCUBHO U 00Y-
CJIOBJIEHO MyTallMsSIMU B TeHe aMepuHa. MccaenoBaHus mo-
CIeMHUX JIET TTOKAa3ajli, YTO OCHOBHAsl (DYHKIIMS JIaMIHA
B MBIIIICYHOI TKAHN — 00eCIIeYeHIe TIPaBIIBHOI OpHEeHTa-
LIMM SMEPYHA B SIEPHOM 000I0YKE, C KOTOPBIM OH 00pasyeT
eMUHBII KOMITIEKC. MyTaliy B TOI YacTH T'eHa JJaMIHa, KO-
TOpasi KOOMPYeT aMUHOKHCJIOTHYIO ITOC/ICAOBATEIbHOCTh
OesKa, 00eCIIeUBAIOIIIYIO CBS3b C SMEPUHOM, CITYKIT, TAKAM
00pa30M, OTHOI U3 TIPUIMH AJIICTLHOM TeTepOTeHHOCTH.

CxomHble MeXaHU3Mbl BO3HUKHOBCHUSI TCHETUUCCKOM
TeTepPOreHHOCTY HAOJIOMAIOTCS TIPY AVJIATAIIMOHHOM Kap-
JMMOMUOIIATUH, TIPX KOTOPO# IIPOMCXOIUT HapyIIIeHNE B3a-
HMMOCBSI3U JJaMUHA C aKTHHOM — OCHOBHBIM HapsIy ¢ MUO-
3MHOM O€JIKOM, 00eCTIeUMBAIOIIIM MBIIIICYHOE COKPAIIICHHE.

HaunbGonee M3ydeHBI MaTOreHETUYECKNE MEXaHW3MBI
JIAaMAHOIIATH, COITPOBOXKIAIOIINXCS HapyIIeHeM (hOpMHU-
pOBaHMSI KMPOBON TKaHW (uroauctpoduii). Tak, ObLIO

TI0Ka3aHO, YTO B CTPYKTYpPE JJAMIUHA UMEETCST CTPOTO OIperie-
JICHHBIN YYaCTOK, PACTIOIOKEHHBIN MEXKITy aMITHOKICIIOT-
HBIMU ocTaTKamu 227 n 487, HeodxoauMmbIii 1iis nuddepeH-
LIMPOBKU adUIIOIIMTOB. YCTAHOBJICHO, YTO MIMEHHO B 3TOM
y4JacTKe OeTKOBOM MOJIEKYJIBI TTIPOMCXOIUT B3aUMOICHCTBHE
JmamuHa ¢ 6erkoM SREBPI, gBisioimmmcst TpaHCKPUITLI-
OHHBIM (DakTOpoM Npu Jud@PEPeHIMPOBKE aATUITOLIUTOB.
Ilo maHHBIM psima aBTOPOB, MyTallMM B reHe JamuHa A/C,
HapyIIamIIre aMIHOKHUCIIOTHYIO TIOC/IeI0BAaTeIbHOCTh YKa-
3aHHOTO PETMOHA, HEM30eKHO ITPUBOIST K BOSHIKHOBEHUIO
HACJICIICTBEHHBIX JJAMUHOIIATUI U3 TPYIIIHI JTUITOTUCTPO-
uii [18, 19].

MHTEepecHO OTMETUTB, YTO B HEKOTOPHIX CITyJastx 3aMeHBI
OITHOI1 1 TOM K€ aMUHOKVICIIOTHI B ITOJIATICTITUIHON MOJIEKY-
JIe JTaMMHA Ha pa3Hble aMITHOKMCIIOTHI TIPUBOIMIIO K TTPOSIB-
JICHUIO Pa3HBIX KIMHWYeCKuX (eHoTHIoB. Hampumep,
mucceHe-mytaumst Arg527Pro oOHapykeHa B CiTydae MbI-
1re4Hoit puctpodru Dmepu—/peiidpyca, Arg527Cys — rpo-
repun u cuHapoMa lerumHcona—Indopna, Arg527His —
MaHAuOynoakpajlbHOI auctpoduu. HampoTtus, 3ameHa
aprMHUHA B MOJIOKeHNN 482 Ha aMUHOKMCIIOTBL: TPUNTO(haH
(Argd82Tip), tmyramuH (Argd82Gln), neitmH (Argd82Leu) —
HEM3MEHHO TIPMBOIWIA K 3a00JIEBaHMIO CEMEWHOM JIUITO-
muctpodueir Turma FPLD. Bo3MoOXHO, 4TO TTOHUMaHUIO
MeXaHN3Ma BO3HUKHOBEHUSI TeX WJIM MHBIX BApUAHTOB JIAMU-
HOTIATUI TTOMOKET M3yJdeHNE CBOMCTB OeJIKa TP N3MEHEHUN
3apsiia WM pa3MepoB panyKajia B TOM aMHMHOKMCIIOTE, Ha
KOTOPYIO IPOMCXOIMIIA 3aMeHa IIPY MUCCEHC-MyTaImsx. Tak,
B BBIIIIE IIPUBEICHHOM ITPUMEPE MOJIOXKUATETLHO 3apsDKeHHAST
aMHUHOKWCJIOTa apTMHUH B TTOJIOKEHUM 527 3aMeHsIach He-
TIOJISIPHBIM  TUIPO(OOHBIM TIPOJIMHOM, ITOJIIPHBIM THIPO-
(WIBHBIM LIUCTEMHOM U TIOJOXHUTEIIEHO 3apsDKEHHBIM THC-
TUIWHOM C IUKJIMYECKNM PaIuKajloM, UTO ITPUBOIUIIO
K KapIWHAJIbHOMY M3MEHEHWIO KJIMHUKHU 3a00JI¢BaHUSI.
B npyrom rmpumepe rporcxoaia 3aMeHa aprTiHIHA B TTOJIO-
>keHnn 482 Ha He3apssKeHHbIe aAMIHOKMCIIOTRI, HO C Pa3HBIMU
pamrKaaMiy, ¥ 3TO He U3MEHSUTO BapUAHT ITaTOJIOT .

Takum o0pa3zoMm, 11 MPaKTUKYIOIIETo Bpadya-HEeBpPO-
Jiora KOHCYJIBTUPOBaHME OOJIBHOTO 3a9acTyIO 3aKaHUMBa-
€TCsI Ha 3Talle JMAaTHOCTUKH OIIPEIeICHHOTO HACTEICTBEH-
HOTO 3200JIeBaHMsI, B TO BpeMsI KaK [UIsI Bpadya-TeHeTHUKa
MUaTHOCTUKM OTIPEIeICHHON HO30JIOTUYECKON (POPMBI
3a9acTyI0 ObIBaeT HEIOCTATOYHO, TaK KaK TPeOyeT MIeH-
TUDUKALIMN OTPEIeCHHOTO TeHETHYeCKOTO BapuaHTa
C MICTIOJTB30BaHMEM MOJICKYJIIPHO-TEHETUIECKIX METOIOB.
Wnentudukanys onpeneeHHOTO TeHETUISCKOTO Bapu-
aHTa HeoOxonuMma: 1) s onpeneseHus: 0COOEHHOCTEN
KIMHUYECKUX TIPOSIBICHUI W TedeHUsT 3a00JIeBaHUS;
2) YCTaHOBIJICHUSI THIIA HACJICIOBAHMSI TEHETUUICCKOTO
BapMaHTa U pacyeTa IMOBTOPHOTO pHCKa POXKICHUS 00Jb-
HOTO peOeHKa B OTSTOIIEHHOUN ceMbe; 3) TTIaHMPOBAHMS
MPOMOWIAKTUICCKIX MEPOTIPHUSITUI B OTSTOIIIEHHOI cCeMbe,
HamnpasJIeHHbIX HA PEAOTBPALLEHUE POXACHUS OOJBHOTO
pebeHKa, OCHOBY KOTOPBIX COCTaBJISICT JTOPOIOBasl Mua-
THOCTHKA; 4) pa3pabOTKM METOIOB ITaTOTCHETUYECKOMU
TepaIry U TeHOTepaITnu.
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Cy1iecTBOBaHME JTOKYCHOM TeHETHUECKOM TeTepOreH-
Hoctt HBHC cosmaeT cymiecTBeHHBIE TTPOOJIEMBI TIpU
MMPOBEICHNN THMATHOCTMYECKOTO 3Talla MEAUKO-TCHETH-
YeCKOTO KOHCYJIBTHPOBAHUSI CeME C OTSTOIICHHBIM
aHaAMHE30M M TpeOyeT pa3pabOTKM MUaTHOCTHYECKOTO
aJITOPUTMA, PETIaMEHTHPYIOIIETO 3TaIlbl AMArHOCTHYEC-
CKOTO TTOMCKa ¢ UCcToIb3oBanreM MeTonoB JIHK-anamm3za.
s co3maHusI TAKOTO aiTOpUTMa HEOOXOIUMBI TIPOBEIE-
HUE MCCIeIOBaHMI, HaIlpaBJICHHBIX Ha TTOUCK CIIeII (M-
YECKMX KIMHUYECKUX CHMIITOMOB, XapaKTePHBIX IS
OIIpeIeICHHOTO TeHETMUECKOTO BapraHTa, a TAKXKe aHAIN3
YaCTOT BCTPEYACMOCTH OTICIPHBIX TCHETUUECKIX BapraH-
TOB B TOI IV WHOM TTOITYJISIINHI. 3a9aCTYIO ITOMCK TaKMUX
CHMIITOMOB OKa3bIBaeTCS 0e3pe3yJabTaTHBIM U IIPH TI0-
CTaHOBKE AMArH03a IMIPUXOIUTCS OIepUPOBATH JIMIITH pa3-
JIMYMSIMU B 9aCTOTAX BCTPEUAEMOCTH OTIACTbHBIX TIPU3HA-
KOB TIPY Pa3IMYHBIX TCHETUICCKUX BapUaHTaX.

Ewe onHo# npobseMoii MeIMKO-TEHETUYECKOTO KOH-
cynsrupoBanusg npu HBHC gBasiercs Hanmume HEMOJTHOM
MMEHETPAHTHOCTY MYTAaHTHOTO TeHa, a TakKXke HaJudue
BHYTpPUCEMEITHOTO moInmMophu3Ma — Pa3IMIHBIX IO TsI-
JKECTU KIIMHUYECKUX TTPOSIBJICHU Y TIOPaXKeHHBIX YJICHOB
CeMbH, SBIISIONIMXCS HOCUTEISIMU MYTallMd B OTHOM
1 TOM e TeHe. Jlo HacTosIero BpeMeH! HeT YeTKUX TaH-
HBIX O TIPUYMHAX 3THX (peHOMEHOB. JI0CTaTOYHO XOpoIiee
00bsicHeHME (DEHOMEHY aHTULIMITALIMA YAATOCH MOJyYUTh
TOJBKO y OOJIBHBIX ¢ HAJIMIMEM SKCIIAHCUU TPUHYKIICO-
TUIHBIX ITOBTOPOB B Pa3IMUHBIX TeHaX. Tak, ITOKa3aHo, YTO

TOSIBJICHUE BAPUAHTOB XOper [eHTUHTTOHA 1 MUOTOHUYE-
CKoit mucTpodun 1-ro TMIIA ¢ paHHUM HavyajoM 00YyCIIOB-
JICHO 3HAYMMBIM YBEJIMYCHUEM KOJIMYECTBA TTOBTOPOB
B reHax HTT na xpomocome 4p16.3 u DMPK nHa xpomo-
come 19q13.3 B My*KCKOM M 3KEHCKOM Mei103aX COOTBET-
CTBEHHO.

B xavecTBe OMHOI 13 TUTIOTE3, OOBSICHSIOIINX BO3HUK-
HOBEHNE BHYTPUCEMEITHOTO KIIMHIMYECKOTO TTOJIMMOophr3Ma,
TIPEITONIaTaeTCs BIMSIHIE TEHOB-MOIU(PUKATOPOB, JIOKAJIH -
30BaHHBIX B TOM & XpPOMOCOMHOM PETUOHE, YTO ¥ MyTaHT-
HBIA TeH, WM Ha APYroi XpOMOCOME, a TaKKe BIIMSTHHE
TMOTMMOP(MHBIX aJIJIeJICi TEHOB, OCYIIIECTBIISTIONINX CXOTHBIC
ysKIN. braromaps ncciaemoBaHUSIM ITOCIICIHUX JIET yaa-
JIOCh OOHApPYXWUTh HECKOJIPKO TaKMX TeHOB. B KadecTBe
npuMepa pacCMOTPUM TEHETHMYECKHE MeXaHM3MbI BO3-
HUKHOBEHUST MPOKCUMAJIBHBIX CITMHATBHBIX MBIIICUHBIX
atpocumiit (CMA) 1-3-ro Tnmos. MaeaTnduimposaHo 3 ai-
JICTPHBIX BapUaHTa 3a00JIeBaHMST, MMEIOIINX CXOMHBIC KITH-
HUYECKHUE TIPOSBIICHUSI, HO 3HAUNTETHHO OTIMYAIOIIIECS T10
BO3pacTy HavajIa 1 TSLKECTH TedeHMsI 3a0oneBaHmst. [1epBoIii
BapuaHT — 0oJie3Hb Bepaaura—IlogdmanHa — Bo3HUKaeT
B IepBbIE 6 MEC KM3HU U XapaKTepU3yeTcsl 310Ka4eCTBEH-
HBIM TeUCHHEM, TIPUBOISIIINM K CMEPTH OOJTBHBIX 10 2-J1eT-
Hero Bo3pacrta. BTopoii, mpoMeKyTOYHBII BapUaHT MaHM-
(ectupyer B uHTEepBaie ot 6 10 18 Mec 1 XapakTepu3yeTcst
60oJ1ee MOOPOKAYECTBEHHBIM TEUCHNEM 1 OOJIBIIIEH TTPOIOI-
JKUTEJIbHOCTBIO XU3HU. TpeTuii BapuaHT — 0ose3Hb Kyresb-
O6epra—BenaHnep — BO3HMKaeT B MHTepBajie OT 18 mec
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Puc. 4. Pacnonoxcenue eernog na xpomocome 5q 12.2—13.3, enocaugux éxaad 6 moougurayuio
madicecmu nPOKCUMAAbHBIX CRUHANbHBIX amuompoguil 1—3-20 éapuanmog

1o 20 jreT, 00TBHBIC CAMOCTOSATEIBHO TIEPEIBUTAIOTCS U MX
MIPOIOJDKUTEIBHOCTD KMU3HU COCTAaBISICT B CpPEIHEM
3040 nmet. Bce 3 BapmaHTa HacJeIyrOTCSI IO ayTOCOMHO-
PEIECCMBHOMY THUITYy M OOYCJIOBJICHBI MyTallMSIMUA B TEHE
SMNt, kapTupoBaHHOM Ha XpoMmocoMe 5q12.2—13. OcHOB-
HOU TUI MyTalliM — JEeJIelUU 7-TO W/WIN 8-TO 3K30HOB
reHa, 0OHapYKeHNE KOTOPBIX SIBISICTCS HEOOXOMMMBIM U JI0-
CTaTOYHBIM YCJIOBHEM JTMArHOCTUKM BCEX 3 BapMaHTOB 3a-
6oneBanus. [Toka3aHo, YTO Pa3IMUUs TSLKECTH KIIMHMYC-
CKUX TIPOSIBIICHMI aJUTeTbHBIX BAPMAHTOB IPOKCUMATEHOM
CITMHAJIBHOM aMUOTPOGUN 00YCIIOBIICHO BISTHAEM TeHOB-
MOIM(PUKATOPOB, TOKATM30BAHHBIX B TOM XK€ XPOMOCOMHOM
pernoHe, uro u reH SMNt [20, 21]. Dta oby1acThb MpeacTaB-
JIeHa THBEPTUPOBAHHBIM ITOBTOPOM U BKJTFOUAET eIrle 3 TeHa,
MyTaIli1 B KOTOPHIX MOTYT BHOCUTD BKJIAIl B MOTM(DUKAITIIO
TSCKECTU KITMHIYECKIIX TTPOSIBIICHUT CITMHATBHBIX aMUOTPO-
duit (puc. 4). Tak, Oomee yeM y TOJOBUHBI OOJBHBIX CO
CIIMHAJTLHOI aMUOTpodueit 1-To TUITa HapsIIy C AeTeIMSIMU
B reHe SM Nt obHapyxXuBaeTcs Mytauus B reHe NAIP nipu
FOMO3MIOTHOM COCTOSIHMM, a'y 15 —25 % oka3biBaeTcs Aese-
TUPOBAHHBIM ellie U TeH H4F5t. Jleneuyn 3TX TeHOB Y 00JTb-
HBIX cOo 2-M BapuaHtoM CMA 00HapyKMBaIOTCSI TOPa3Io
pexe, a y 0oibHbIX ¢ BapuaHToM KyrenbOepra—Benannep
COBCeM He BcTpeuatorcsl. Ene omanm pakropom, Mogudu-
LMPYIOIINM TSDKECTh TeUSHUs 3a00JIeBaHNs, SIBJISIETCST KO-
JINYECTBO LIEHTPOMEPHBIX Konuii reHa SMNc. Hykneotun-
Hasl TTOCJIEIOBATEIbHOCTh 3TOTO TeHa CXOMHA C TaKOBOM
B reHe SMNt, HO OTJIMYaeTCsI TT0 OMHOMY 9K30HY. Koampye-
MBI 9TUM T€HOM OEJTKOBBIN IIPOIYKT MOXKET 10 HEKOTOPOI
CTEeTICHU 3aMellaTh OTCYTCTBHE TeHa SMNt. I1okazaHo, 4To
y 6071bHBIX ¢ CMA 2-T10 1 0COOEHHO 3-TO THUTIa KOJIMYECTBO
KOTINIA 9TOTO TeHa YBEIMUCHO.

Kpowme Toro, maHHBIC TUTEPATYPHl X COOCTBEHHBIC Ha-
OJIIOIEHUSI CBUIETENIBCTBYIOT O HATMYNK Y 00bHBEIX CMA
POICTBEHHUKOB C HATMUMEM JeJielinn B TeHe SMNf B ToMo-
3UTOTHOM COCTOSTHUY, HO HE MMEIOIINX KITMHUTIECKUX ITPO-
apneHnii [22]. UHaue roBops, 3TO OOJHO M3 HEMHOTMX Ha-
CJIEACTBEHHBIX 3a00JICBaHUII C ayTOCOMHO-PEIICCCUBHBIM
TUTIOM HaCJIeIOBaHUSI, IJISI KOTOPOTO BHISIBJICHA HETIOTHAST
IIeHEeTPAaHTHOCTh TeHa. McciaemoBaHMs, TIpOBEICHHBIC
G.E. Oprea u coaBT. [23], MO3BOIWIN BLISBUTh MEXaHU3MbI
storo siBieHus. C y9eToM TOTO, Y4TO BCE HEIOpakeHHBIC

HOCUTEIM OBLIM JKEHINWHBI, BRICKA3aHO TIPEATIONOXKEHIE
0 HaJIM4IMU TeHa-Momu@uKaTopa Ha XpoMocome X. DTh
TIPENITOIOXEHNS TIOATBEPAMINCH. YCTAaHOBIICHO, YTO TAKM
MoIM(pUKATOPOM SBJIsieTcs TeH PLS3, ToKann30BaHHBINA Ha
XpoMocoMe Xq23 1 9KCIPeCCUPYIOIINIA OSJIOK TIaCTUH 3-TO
trma. IToka3aHo, 4To KOHIIEHTpAIIMs 3TOro 0eIKa y Hero-
paskeHHBIX HOCUTEIBHUII TTOBBIIIeHa. MI3BECTHO, UTO 3TOT
0eJIOK MTpaeT BaXKHYIO POJIb B aKCOHOTEHE3¢ TTOCPEICTBOM
yBeJIMICHUSI MponyKuny F-akThHa. YBenmueHHe ypOBHS
3THX OEJTKOB CIIOCOOHO HUBEMPOBATh ITATOJIOTMIECKIIE TT0-
CJIeACTBYS HapyIIeHUST (DYHKIIMOHMPOBAHNS TIPOMYKTA TeHa
SM Nt iocpencTBOM yBeJTMICHUST JUTMHBI Y CTETICHU BETBIIC-
HUST aKCOHOB MOTOHEHPOHOB CITMHHOTO MO3ra. TaknM 00-
pa3oM, BBISBICEHO HECKOIBKO (PaKTOPOB, OKAa3bIBAFOIIMX
MOIU(UIIPYIOIee BIUSHAE HA TSKECTh KIMHUYCCKUX
nposiBieHnit CMA — IIpOTSTKEHHOCTB JIEJIeIIMI Ha XPOMO-
come 5ql12.2-13.3, ¢ 3axBarom reHOB NAIP n p44, aucio
Kormit TeHoB SMNc¢ 1 MOBBIIIEHEe KOHLIEHTpaLuy OeJika
IJIaCTWHA — MPOIYKTa reHa Ha XxpoMocoMe X. [TomydeHHbIe
pe3yIbTaThl, CBUACTEILCTBYIONINE O MOIU(UIINPYIOIIEM
BIVSIHAM PA3IMYHBIX OEJTKOBBIX ITPOIYKTOB, OTKPHIBAIOT
XOPOIIHE TIEPCIIEKTUBHI TS JISYSHMS OOTBHBIX CITMHATBHOM
aMmoTpodueit, Kak ¢ UCITOIh30BaHNEM TeHOTEpaIii, TaK
¥ HaTlpaBJICHHBIC Ha YBEJTMYCHME SKCTIpeccun TeHOB SMNc
u PLS3.

Takum oOpazomM, OypHOE pa3BUTHE MOJIEKYJISIPHOI Te-
HETUKU B TIOCJICIHEM IECSATUICTAN TIO3BOJUJIO TIOJYINUTh
HOBBIC JJaHHBIE 00 3THOJIOTMM 1M MEXaHM3Max ITaToTeHe3a
3HaunTepbHOrO urciaa HBHC, uto mpuBesno K yBeImIeHIIO
nHbOpMAIN 00 0COOEHHOCTSIX KITMHUIECKUX ITPOSIBIICHUIA,
YTOYHEHUIO TPaHUII KIIMHIYECKOTO ITOIMMOP(U3Ma OTIE/Tb-
HBIX TEHETMUECKIX BAPHAHTOB, CITOCOOCTBOBAJIO COBEPIIICH-
CTBOBAHMIO UX KJTaCCU(PUKAITMOHHOM CTPYKTYPHI, CITOCOOOB
JMUATHOCTUKU 1 MTPOGMIaKTUKA. BEISIBIIEHO CyIliecTBOBaHME
BBIPaKEHHOM TeHEeTUUIECKOM TeTepOTeHHOCTH, KaK alieiTh-
HOIA, Tak 1 JJoKycHOM, Bcex rpyrn HBHC, Hammame Kotopoit
CYIIECTBEHHO 3aTPyIHSIET YTOYHEHHE TMAarHO3a OIpeIesICH-
HOTO TeHETUYECKOTO BapHaHTa, pacuyeTa prcKa pOXKICHUS
00JTbHOTO peOeHKA B OTATOIIECHHBIX CEMbSIX 1 TNIaHUPOBA-
HUS B HUX MTPOGUIAKTUYIECKIX MEPOTIPUSTHIA.

OmHIM 13 CTIOCO00B PEIICHUST TOM ITPOOJICMBI SIBJISICT-
CsI CO3IaHNe aJITOPUTMOB TMaTHOCTUKY OTICTHHBIX TEHETH -
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yeckux BapuantoB HBHC Ha ocHOBaHUM aHaM3a 0COOEH-
HOCTe! MX KIMHUYECKUX MPOSIBJICHUI W CIEKTpa MyTallMiA
B Pa3IMYHBIX 3THUUYECKUX TpyIax. B Memuko-reHeTH-
yecKoM HaygHoM 1ieHTpe (MI'HIL) PAMH B Teuenme psima
JIET BEJIMCh PAaOOTHI B 3TOM HAIPaBJICHUH, U'TOTOM KOTOPBIX
CTaJI0 CO3IaHNe AJITOPUTMOB TNATHOCTUKI HACIICICTBEHHBIX
JIEMUACTUHU3UPYIOIINX MOTOPHO-CEHCOPHBIX ITTOIMHEIPO-
TIaTHiA, TIOSICHO-KOHEYHOCTHBIX ITPOT PECCUPYIOITNX MBIIIICU-
HBIX TUCTPOUIL C ayTOCOMHO-PEIIECCUBHBIM THUIIOM Ha-
CJIeIOBaHMST, BPOXKICHHBIX IIPOTPECCUPYIONTNX MBITIICUHBIX
nmuctpodmii 1 CMA. Mcrionb30BaHNe 3THUX aITOPUTMOB T10-
3BOJISIET CYIIIECTBEHHO CHU3UTH SKOHOMMUYECKHE 1 BpEMEH-
HBIE 3aTPaThl Ha TPOBEICHME ITOPOTOCTOSIINX METOIOB
JAHK-ananu3za v onTUMM3UPOBATh MPOLECC MEAUKO-
TeHETUYECKOTO KOHCYJIBTUPOBAHUSI OTATOIIEHHBIX CEMEHA.
PesynbsraThl IpoBeIeHHBIX NCCICAOBAHMIA 1 aHAIN3 TaHHBIX
JINTepaTypbl CBUICTEIBCTBYIOT O ITOCTOSIHHO YBETNYM-
BaroIIeMcsl KojimdecTBe reHeTndeckux BapuantoB HBHC.
TeMm He MeHee OOJIBIMMHCTBO IIPAKTUKYIOIIMX Bpadeii-
HEBPOJIOTOB XOPOIIIO 3HAKOMEI C OCOOCHHOCTSIMU KITMHITIEC-
KUX TIPOSIBJICHWI W TUIIAMM HaCJIeIOBaHUS HECKOJbKUX
necaTkoB ¢opm moHoreHHbIXx HBHC, HecMoTpst Ha To 4TO
WX 9MCII0 HacunThIBaeT 6ostee 500 hopM 1 ¢ KaXKIBIM TOJI0M
9Ta rrdpa Bo3pacTtaeT. B mocite e rombl oImyOJIMKOBaH PSiT
HayJYHBIX CTaTeit 1 MOHOTpaduii IT0 HauboJIee PacIIpocTpa-
HeHHBIM 1 3HauMMbIM Ki1accam HBHC. Onnako 1o HacTos-
IIIETO BPeMEHM OTCYTCTBYET NCTOUHMK, TIO3BOJISTFOIIMI O~
HOBPEMEHHO MOTyYUTh MCYCPITHIBAIOIIYIO MH(pOPpMAITIIO 00
3TUOIIATOTeHEe3e, 0COOEHHOCTSIX KIIMHUYECKUX ITPOSIBIICHUIA,
JMMAarHOCTIIECKUX BOZMOXKHOCTSIX Pa3IMYHBIX TTApaKIMHI -
YeCKMX METOIOB, THITaX HACJEIOBAHUS M CIIOCO0ax ITPO-
PMIaKTUKY 3TUX 3200JIeBaHMIT. DTO CBI3aHO IIPEKIIE BCETO
C TPYITHOCTSIMU TIOJTYUSHUST ¥ aHaJTM3a MH(pOpMAaITIi 00 0CO-
OCHHOCTSIX KITMHIYECKUX ITPOSIBIICHMIA, CTTOCO0AX ITapakiIi-
HUYECKON IMAarHOCTUKM M MEXaHU3MaX 3THOMaTOreHe3a
MICHTUDUIIMPOBAHHBIX TEHETUIECKUX BapraHTOB. OTCyT-
CTBUE TaKO MH(MOPMAINH TIPUBOIUT K HETTPABMIBHON WITH
HeCBOEBPEMEHHOM TMarHOCTHKE 3a00JIeBAaHUI 1 CHIDKEHUIO
3¢ (PEKTUBHOCTH MEIUKO-TEHETUIECKOTO KOHCYJIBTUPOBA-

HUS OTATOIICHHBIX ceMmeil. TakuM o0pa3oM, BO3HHMKAET
pa3pbIB MEXKIY HAyIHBIMU TOCTIDKEHUSIMU M MIX UCIIOTB30-
BaHUEM B TIPAKTUICCKON HEBPOJIOTMH U TCHETUKE.

Penienuto aToil npoGaeMbl MOXET CIOCOOCTBOBATH
CO3IaHNe aBTOMATU3MPOBAHHON MH(MOPMAIIMOHHO-TIO-
WICKOBOI CHCTEMBI, comepsKameil mH(pOopMaInio O K-
HUKOTEHETUICCKUX XapaKTepUCTUKAX OOJBIIOTO YHCIa
HBHC [24]. Ucnonb30BaHMe TaKOI MPOrpaMMBbl B KJIW-
HUYECKOI paboTe Bpaua-HEeBPOJIOTa M TCHETHUKA SIBIISICTCS
HAWJIYYITMM BHIOM ITOMOIIY IIPY TTIOCTAaHOBKE IMAarHO3a
¥ pazpadboTke 3 GEeKTUBHBIX Mep podrnakTuku. Cylie-
CTBYIOIIIIE B HACTOSIIIIEEe BpeMsI 3apyOexKHbIe MHMOpMa-
IMOHHO-INATrHOCTUYECKIE TIPOTPaMMBbI OXBATHIBAIOT IIIH-
POKMIT KpYT HACJIeACTBEHHBIX 3a00JIeBaHUI1, HO IIPH 3TOM
comepkaT HEIOCTAaTOYHO TIOJHBIE ONMMCAHUS KIMHUKO-
reHeTnyecknx xapakrepuctuk HBHC. Henocratkmn nme-
FOIUXCS TIPOTPaMM 3aKJTFOYAIOTCS TaKKe B OTCYTCTBUU
IMHAMUYECKOTO XapaKTepa OIMCAaHUS KIMHUYECKOTO
TOpTpeTa U CIIPaBOYHOTO MaTeprajia IO OTAETbHBIM KJlac-
caM ¥ TpyIIIaM 3a00JIeBaHUIA, YTO CYIIIECTBEHHO CHIKACT
BO3MOXXHOCTh MCITOJTb30BaHUSI JAHHBIX IIPOTPaMM Kak
obOyuarormumx cucteM. KpoMme TOro, aHIJIOSI3BIYHBIE TTPO-
TpaMMBI, IO TIOHATHBIM TIPUYMHAM, HE BCETIa JOCTYITHEI
TSI ITAPOKOTO KpyTa MOJIb30BaTeIeH.

Bce 510 00yCcnoBuIO HEOOXOOMMOCTH pa3pabOTKU
WHOOPMAITMOHHO-IUArHOCTUIECKOM TTOMCKOBOI CHCTEMBI
IUTSI HACTIEICTBEHHBIX 00JIe3HE i HEPBHOI CHCTEMBI, OpHCH-
THPOBAHHOI Ha OTEYECTBEHHOTO ITOJIH30BATEIIsI M BKITIOYAI0-
el BCro MHGOPMAIINIO, HEOOXOIUMYIO [UISI TTOCTAHOBKU
MarHO3a, M3JIOXKEHHYI0 B YOIOOHOW M MpPHEMIIEMON IS
OTeueCcTBEeHHOTO TTonb3oBarens gopme. B MITHLI PAMH
co3maHa MHMOPMAITMOHHO-TTOMCKOBAsK CCTeMa IT0 HacIe-
CTBEeHHBIM HEPBHO-MBIIIICYHBIM 3a00JIEBAHISIM, KOTOpasi He
TOJIbKO TIoMoraeT yrouHeHuto nuarnoza HBHC mo 3aman-
HBIM TT0JTb30BaTe]IeM IPU3HAKaM, HO 1 COIEPXKUT OOJIBIITOE
KOJIMYECTBO CIIPAaBOYHOTO MaTepuaja, BBITIOTHSIOIIETO
(byHKIIMM yIeOHOTO ITOCOOMSI, KOTOPBIA MOXET ITOCTOSTHHO
OOHOBJISITECST TIO Mepe TIOSIBJICHUST HOBBIX JTaHHBIX O KIIH-
HUKE 1 STHOJIOTHH Pa3IMYHBIX HO30JIOTUIECKIX (hOPM.
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