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IIpencraBieHbl OCHOBHbIE TOCTHXKEHUS] MEIMIMHCKON reHeTHKH, CIIOCOOCTBYIOMME HACHTU(DUKAIMH NPHYUH 32ePKKH PA3BUTHS
M YMCTBEHHO# OTCTAJIOCTH Y JeTeil, MOBbIIeHUI0 3(h(eKTHBHOCTH JieUeHHs MANMEHTOB W MpPeAyNnpeRIeHNI0 TIOBTOPHBIX CJIy4aeB
B cembe. IIlupokoe BHeapeHHEe MOIEKYISPHO-TeHETHYECKMX METOIOB M AHAJIN3 TeHO()eHOTUIHMYECKUX KOPPesuii Mpu CHHAPOMe
PeTTa, roMONMCTHHYPHH, MUTOXOHIPHAJIBHBIX U JIPYTHX 3200/IeBAHUAX JAI0T OCHOBAHHME /IS IPOTHO3UPOBAHUS TedeHHs 00JIe3HU
U MeIMKO-TeHETHYECKOT0 KOHCYIbTHPOBaHUS. VCcrob30BaHNe COBPEMEHHBIX METOIOB MOJIEKYJISIPHOTO KAPUOTUIIMPOBAHNS BE/IET
K YTOYHEHHUIO PUPO/IbI HAPYIIeHUi Npy paHee He AU depeHMPoBaHHBIX (hopmMax 3aaep:KKU pa3BuTusa. HecoMHeHHO, BaKHBIM 10~
CTHZKEHHMEM SIBJISIETCS Pa3padOTKA HOBBIX METOIOB JIeUeHHsI HACJIEICTBEHHBIX 00/I€3HEl 00MeHA BelIeCTB: B YACTHOCTH MeIMKAMEH -
TO3HOM, hepMEHTO3aMeCTHTEIbHOM, CYOCTPATPEAYIMPYIOIIEeii Tepanun.

Karouegwte caosa: demu, 3adepicka pazgumus, yMCmMeeHHAs 0mMcmanocms, cunopom Pemma, genurkemonypus, eomoyucmunypus,
MYKONOAUCAxXapuoo3vl, MUMOXOHOpUANbHbIe 00AE3HU, XPOMOCOMHbIE MUKPOOeAeyUul U MUKPOOYnAUKAuul, OUaeHOCMUKA, neHeHue.

The paper presents major achievements in medical genetics, which contribute to the identification of causes of developmental delay
and mental retardation in children, to the enhancement of the efficiency of treatment in patients, and to the prevention of recurrences
in a family. The widespread introduction of molecular genetic techniques and the analysis of genotype-phenotype correlations in Rett
syndrome, homocystinuria, and mitochondrial and other diseases give grounds to predict the course of an abnormality and to provide
medical genetic counseling. The use of current methods for molecular karyotyping leads one to specify the nature of disease in previ-
ously undifferentiated developmental delays. The development of novel treatments, including drug, enzyme replacement, or substrate
reduction therapies, for hereditary metabolic diseases, is certain to be an important achievement.

Key words: children, developmental delay, mental retardation, Rett syndrome, phenylketonuria, homocystinuria, mucopolysaccharido-
ses, mitochondrial diseases, chromosomal microdeletions and microduplications, diagnosis, treatment.

Ha COBPEMEHHOM JTalle pa3BUTUS 3ApaBooOXpa-
HEHUS Ha COCTOSHHE MHOTUX KIMHUYECKUX
NUCIUTIIMH OOJIbIIIOe BJIMSIHUE OKa3bIBAIOT YCMEXU
MEIVUMHCKOW TeHETMKMW — HayKu, H3ydyarwllein 3a-
KOHOMEPHOCTM Tiepelavyu IMOTOMKaM HacJeJICTBeH-
HBIX 3a0ojeBaHUil, CcmMOcoObl UX TPOGUIAKTUKH,
CBOEBPEMEHHON AMArHOCTUKM U JiedeHus. OueBujI-
HO 3HAYeHME ITOW HayKu IJIST pelieHMs 3aaad, CTOsI-
UX Tiepea TeauaTpueit, MOCKOJbKY IOIaBJsoIee
OOJILIIMHCTBO (OpM HACIEICTBEHHBIX OOJIe3Hell Ie-
OTHUpyeT B neTckoMm Bo3pacte. OcoOyi BaXXHOCTh
MPEICTABISIIOT TOCTMXKEHUSI MEIUIIMHCKON TeHEeTUKU
IS UAeHTUGUKALMKA TPUYUH 3aJepXKKU pa3BUTUS
M YMCTBEHHOM OTCTaJIOCTH y AeTel, pa3pabdOTKM CIIO-
co00B (PeHOTUTTMYECKON KOPPEKIIMU U TIPEIyTIPexKIe-
HUSI TOBTOPHBIX CJy4aeB B CEMbeE.
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HapyireHust pa3BuTHsI IeTeil BCTPEYArOTCS ITOYTH
y 10% nerckoro Hacenenus [1, 2]. Cpeay mpUYMH 3TUX
COCTOSTHMII CYIIECTBEHHOE MECTO 3aHWUMAlOT TeHeTHYe-
cKue (haKTOphlI, KOTOPhIE, K COXAJICHWIO, HEPEIKO OCTa-
JOTCS HepacIlo3HaAaHHBIMU. B CcTpyKType MHBaIWIHOCTH
JETCKOTO BO3pacTa TakKe 3HAUMTETbHas JOJSI MpUHAJI-
JIEKUT TEHETUYECKH JETEPMUHUPOBAHHBIM OOJIE3HSIM,
CUHIpOMaM, BpOXIEHHBIM TIOpOKaM, TIPU KOTOPBIX
OTCTaBaHWE HEPBHO-TICUXMYECKOTO pa3BUTHUS CIYXKUT
TOMMHMPYIOIIUM TIpu3HakoM [3, 4]. lnarHocTuka yka-
3aHHBIX 3a00JIeBaHUI TIPEACTaBIsIeT TPYIHYIO 3amady,
MpeXIe BCero B CBSI3M C OTPOMHBIM MHOTOOOpa3ueM
HacJIe/ICTBEHHBIX Maroiorudeckux ¢dopm. I[lokazaHo,
YTO TeHEeTMUYeCKWe IeTepMMHUPOBAHHBIE HaPYIICHUS
TMICUXOMOTOPHOTO M PEUYEBOTO Pa3BUTHS Y AeTei MpUOIn-
3uTeNIbHO B 15—20% ciiydaeB 0OYCIOBIEHBI XPOMOCOM-
HBIMU Te(PeKTaMH, B TOM YKCIIe MUKPOXPOMOCOMHBIMU
mepectpoiikamu, B 20% cirydyaeB — MOHOTE@HHBIMU 00JTE3-
HsIMU 0OMeHa BeltecTB, 10 20% caydyaeB — X-CleIIeH-
HBIMU (hopMaMU YMCTBeHHOI oTctaioctu, a0 10—15%
cllydaeB — MUTOXOHIpHUAIbHBIMU Ooje3HsMu [1, 5, 6].
PazpaboTka cnoco0OB AUArHOCTUKM U JIEUEHUS yKa-
3aHHBIX 3a00JIeBaHUII — TIPUOPUTETHOE HAIpaBIeHHE
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UCCIIeI0OBAHNIA, OCYIIECTBIISIEMbIX OTAECIOM ITCUXOHEBPO-
JIOTUM U HacaeacTBeHHBIX 3a0oneBannii HUKMW menma-
tpuu uM. akan. lO.E.Benbruinena.

BoisiBneHue X-cuenneHHbix ¢OpM YMCTBEHHOMN
OTCTaNnoCTU y Aaeten

AKTYaJbHOCTh MCCIIETOBaHUI X-ClLEIUIeHHbIX (opM
YMCTBEHHOW OTCTaJIOCTH OOYCJIOBJIEHA WX PacCIpoCTpa-
HEHHOCTBIO U BaXKHOCTHIO MEIUKO-TEHETUIECKOTO KOH-
CYJIBTUPOBaHUS WIEHOB ceMbU 00JbHOTO pebeHka. Han-
OoJiee yacTble 3a00JIeBaHUsI ITOM TPYIIIbI — YMCTBEHHAsI
OTCTAJIOCTh, CUEIJIEHHas C JIOMKOW XpomocoMoir X,
nnu cuHapoM FRAXA (wactora 1:3000—1:4000 y myx-
qyuH 1 1:6000—1:8000 y XeHIIWH), U cUHApPOM PeTra,
BCTPEYAIOIIMICS TTPEUMYIIIECTBEHHO Y JeBOYEK (4acTo-
ta 1:10 000—1:15 000). ITo manneiM B.FO. BouHoBoii,
cunapombl FRAXA (ren FMRI) v Petrra (ren MECP2)
obycioBnuBaloT 6ojee 4% cilydaeB yMCTBEHHOM OTCTa-
JIOCTU Cpeu MaJbuMKOB U JIEBOYEK COOTBETCTBEHHO [7].

KnuHnueckoe obciemoBaHre W KaTaMHECTUYECKOE
HaOJIoIeHre 3a 0OJIbHBIMM C CMHApoMoM Petta (Gosee
300 meTeit) MO3BOJMIO YCTAHOBUTH CTAJAMHHOCTbH Teue-
HUSI, OMpEeAeSUTh KapAWHaJIbHbIE CHUMIITOMBI OOJIE3HU
U BBIICIUTh KJIMHUKO-TeHeTUYeCKe (DOPMBI: KilacCude-
ckas (85% 6onbHbIX), aTunnuHas (5%), HertonHast (10%)
[8]. CornmacHo pa3paboTaHHOI KOJIMYECTBEHHOM IIKaye
Obl1a OlleHEHa 9KCITPECCUBHOCTD KaXKIOTO KITMHUYECKO-
ro MpU3HAaKa B OajuTax v ompeesieHa TsSKeCcTh 3a00eBa-
HUS, HanOoJiee BRIpaXkKeHHas IIPU KJIACCUIECKOU (hopMe.

Mytaiuu rena MECP2 Obutn uaeHTUGhUIMPOBAHbI
moutr y 90% OGONBHBIX IeTeil, MpUuYeM MyTallMu Topasiao
yaie oOHapyXXMWBaJIUCh MPU KJlacCU4ecKoit opme 060-
JIE3HU, YeM TIpU aTUMTMIHOM 1 HemoTHol dhopmax — 93%
npotuB 55%. HaubGonee 9acTo BCTpedaquCh HOHCEHC
n MucceHc myrtaruu (44 u 34%), pexxe —MyTalluud CO
CABUTOM pPaMKU CUMTBIBAHUS U JEJCUUM BHYTPU paMKU
CYMTBHIBAHUSI. YCTaHOBJIEHO, YTO PEKYpPpPEHTHBIE MyTa-
mnm — R255X, R168X, R306C, T158M u ap. — o6Hapy-
kuBatotcs moutu B 70% ciaydyaeB cuHapoMa Petra.

AHaM3 KIMHUKO-TEeHETUUECKNUX KOPPETSALIMIA TToKa-
3aJI, YTO HOHCEHC MyTauuu, reHa MECP2 u myTtauuu co
CABUTOM PaMKM CUMTHIBAHUS (TIPUBOIAT K CHHTE3Y YKO-
POYEHHON TOJUTIENTUIHONW 1IEMKW) JOCTOBEPHO Yallle,
YeM MUCCEHC MYTAllUM, COYETAIOTCS ¢ O0Jiee TIKETbIMU
KIMHUYECKUMHU MPOSBIEHUSIMU cuHapoMa. Kpome Toro,
YCTaHOBJIEHA 3aBUCUMOCTD TSDKECTU OOJIE3HUW OT MO3U-
LIMM MyTalluu B TeHe. Tak, MyTalWu, JIOKAJTM30BaHHBIE
omrke K 3'-koHmy reHa — R229X, R306C (He 3arpa-
TMBAalOT OCHOBHBIX (PYHKIIMOHAJIbHBIX JIOMEHOB Oeyika
MeCP2), onpeaensitoT MEHbIIYIO TSKECTh KIMHUYECKOM
CUMIITOMATHUKH |[8].

OrcyrcrBue mytauuii reHa MECP2 y HEeKOTOpBIX Tia-
IIMEHTOB CBHMETEICTBOBAJIO O TETEPOTeHHOCTH 3a00J1e-
BaHusA. MccrenoBaHUsIMU, TIPOBEIEHHBIMU COBMECTHO
C COTPYIHMKaMU JTabOpaTOPUM MOJIEKYJISIPHOM ITUTOTE-
HeTuku [9], BriepBbIe MMOKa3aHo, YTO CUHIpPOM PeTTta Mo-
JKET BO3HMKATH HE TOJIbKO B pe3yJibTaTe MyTalllii BHYTPH

NMEPELOBAS

rena MECP2, HO u BcaencTBue Mukponeiennii Xq28,
3axXBaThIBAIOIIMX yKa3aHHbI TeH. C aeienusiMu reHa
MECP2 cBsizanbl Jierkue (opmbl 3a001eBaHNsI, YTO 00b-
SICHSIETCSI HEpaBHOI MHaKTUBaleir xpomocombl X. Kpo-
M€ TOTO, y JIeBOUKM C aTMIMYHON (hOopMOIi CHHIpOMa
U HeraTuBHON Mo myrtauusiMm reHa MECP2 waeHTudu-
nupoBaHa myrtauusi reHa CDKL5, Koaupyoliero 6eyok,
KoTopblit akcnpeccupyetcst B kiaetkax LIHC u mpenmno-
JIOKUTEJBHO YUacTBYET B TeX K€ BHYTPUKJIETOUHBIX TIPO-
neccax, 4yto u 6esjok MeCP2.

ITonyyeHHble AaHHBIE TIO TOIUMOP(U3MY, T€HETH-
YecKoW TeTeporeHHOCTH cuHapoMa Perra, Hammuuio
KJIMHUKO-TEHETUYECKUX KOPPEJSIIUN MMEIT OOJIbIIIOE
3HaueHUe [JIs1 BHIPAaOOTKM ajJropyMTMa JUAarHOCTUKM 3a-
OosieBaHUSI, MPOTHO3UPOBAHUSI €r0 TeUEeHUsI U MEIUKO-
TEHEeTUYECKOTO KOHCYJIETUPOBAaHUSI.

PesynbraTel ucciaenoBaHUsI OCOOEHHOCTEH MHAKTH-
Baumu Xxpomocombl X B ceMmbsix (n=170) nereit ¢ X-cuen-
JICHHOW YMCTBEHHOU OTCTaJIOCThIO MOATBEPAUIU CYIIIE-
CTBYIOILIEE TTPETOI0XKEHNE, UTO ITOT IMOKa3aTe b MOXET
OBITh MCTIOJIB30BaH KaK KPUTEPUA TMAarHOCTUKY yKa3aH-
HbIX 3a00seBaHuit [10]. CaBur X-nHaKTUBAIIUM YCTAHOB-
JIeH y maTepeit nereil ¢ X-ClUerJIeHHbIMU CUHIpOMaMu
Kodpdpuna—Jloypu, bapra, Cumrncona—Ilonadbu, bio-
xa—Cynbioeprepa u ap. [lonyyeHHbIe pe3yabraTbl MOTYT
OBITb MCITOJIb30BaHbI JIJIsI MOBBIIEHUST 3G (PEKTUBHOCTH
JNIMATHOCTUKW W OMpeeeHUSI TeHETUYECKOTO MPOrHO3a
npu HenuddepeHIUMPOBAHHBIX (hopMax 3amaep>KKUA TICHU-
XOpEeYeBOTO Pa3BUTHSI.

UpeHTudunkauma ¢popm yMCTBEHHOW OTCTaNOCTH,
accoLMUPOBaHHO C MMKPOCTPYKTYPHbIMU
XPOMOCOMHbIMWU aHOMaNUAMU

VYKkazaHHOEe HarpaB/ieHUE OTKpPbIBAET HOBBIE TIEp-
CTIEKTUBBI B YCTAaHOBJEHUU TIPUYMH paHee He audde-
PEHIIMPOBAHHBIX COCTOSTHUI, COTPOBOXIAIOIIUXCS YM-
CTBEHHOU OTCTaJIOCTbIO, SIWJIETICHEeI, PacCTpPOCTBOM
MOBEJCHUSI, BPOXKIEHHBIMU IMOPOKAMU U MaJIbIMA aHO-
mamusimu  pasputus. [lo manneim C.I. BopcaHoBoii
U COaBT. [6], mpubIM3UTEeNbHO y 25% nereii, UMEIOIINX
rMokKasaHusl Ul aHajlM3a KapuOTUIIa, WCIOJIb30BaHUE
KJIaCCUYECKOM LIUTOTeHETUUECKOM TMarHOCTUKY HE J1aeT
pe3yJITaTOB, TOT/Ia KaK MPUMEHEHUE COBPEMEHHBIX MO-
JIEKYJISIPHO-IIUTOTEHETUUECKUX METOIOB (MOAU(bUKALINI
MeTOoJa CPaBHUTEIbHOW TEHOMHOW TUMOpUAM3ALAN —
CGH) no3BojiseT YCTaHOBUTb HAJIMYUE XPOMOCOM-
HBIX MUKpoabOeppaiuii, Bapuauuii uyncia konuit JTHK
(CNVs — copy number variations).

Tak, 61arogapsi BHEAPEHUIO MOJIEKYJISIPHOTO Kapuo-
TUTIUPOBaHUS (J1TabopaToOpusi MOJIEKYJISIPHON 1IIUTOTeHE-
mmiku HUKW nenmatpuun) Obuin uaeHTU(GUITMPOBAHBI
5 ciyyaeB MUKPOJEICUI IJTMHHOTO TIeda XPOMOCOMBI
7. Tllpu aHanu3e PEHOTUMUYECKUX TIPOSBJICHUN Y 3TUX
OOJILHBIX OBLT OTMEYEH PSii OOIIUX KIMHUYECKUX TPU-
3HAKOB: CHWXXKEHWE WMHTEJIeKTa, 3aJep>XKKa MOTOPHOTO
pa3BUTHS, CUMITOMATWYeCKasl OJIUJICTICUSI, Hapylle-
HUS TIOBEACHMUSI, JIMIIEBble MUKpOAHOMaIuU — OyJb00-
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Huxkonaesa E.A. 3naueHue TOCTIKEHUI MEUITMHCKOM TeHETUKHY JUTSI PENIIEHNUST TPOOIeMBI HAPYITEHHUST PA3BUTHS Y TeTeit

BUIHBIN HOC, KPYMHBIN POT, TUIIEPTEIOPU3M, JUTUHHBIN
GuabTpyM, TOHKAsl BEpXHsIS Ty0a, IIMPOKOEe OCHOBaHHUE
HOca, HU3KO PacCIOJIOXKEHHBIE YIIIHbIE PAKOBUHBI, SIH-
KaHT, MaJleHbKasi HMXHss demtocTb [11]. O6cyxmnaet-
Csl BOMPOC O BBIICJEHUU CJIydyaeB AUCTAJIbHOU Jeelun
JIJTMHHOTO TJIeYa XpOMOCOMBI 7 B OTHAEIbHBIN reHeThuYe-
CKUI CUHAPOM.

Kpome Toro, y psina HabGogaBIIMXCsl OOTbHBIX ASTEH
OBbUIM BBISIBJIEHBI MUKPOJEIEHIMA U MUKPOIYTUIMKAIIUU,
B TOM YUCJIe: MUKPOJIEJICLIMOHHBIN cuHApoM 2q37.3; Mu-
Kponenelusi 1 CerMeHTapHbI y4acTOK TOTEpU TeTepo-
3UTrOTHOCTU B peruoHe 15q11.2-ql3 (cuHapom AHreNb-
MaHa); UHTpareHHasi MUKpoayIiukaius B reHe ATP7A
(cunapom Menkeca) u ap. Takum oGpa3om, OOJIBIIIYIO
aKTyaJIbHOCTh TIPMOOpETaeT BOMPOC pa3pabOTKM ajiro-
pUTMa MEIMKO-TE€HETUYECKOrO KOHCYJIbTUPOBAHUS Ce-
MEN ¢ JaHHOW MaTOJIOTUENA.

OunarHoctuka n neyeHuve peten
C HacneacTBeHHbIMU O0ne3HaMU o0OMeHa BelecTs

Pannsst nnarHocTuka (opM HaclenCTBEHHbBIX 3a00-
JIeBaHU, 00YCIIOBJIEHHBIX NeeKkTaMu oOMeHa BelleCTB,
nMeeT 0co0yr0 BaXXHOCTh B CBSI3W C TEM, YTO MPU MHOTUX
U3 HUX pa3paboTaHbl criocoOsl Tepanuu. CriMcok 3abo-
JIEBAaHUM, TIOAMAIOIIMXCS JIEYEHUIO, TIOCTOSTHHO YBEJIW-
YUBAETCS; B HETO BXOST 00JI€3HU 0OMEHa aMUHOKUCIIOT,
OpPraHMYeCKUX KHUCIOT, KHUPHBIX KHUCJIOT, JU30COMHbIC
0oJsie3HU HakoTUieHUsI U Ap. DbGEKTUBHOCTD JIEYSHUS
HarpsIMyI0 3aBUCUT OT CPOKOB €ro Hayasa.

DeHWIKETOHYPUST ABJISIETCS Hauboliee pacrpocTpa-
HEHHBIM 3a00JIeBaHMEM M3 IPYTIIIbl HACJIEICTBEHHBIX Ha-
pylieHuii oOMeHa aMWHOKMCIIOT. BbisiBieHuEe OOJIbHBIX
OCYILECTBIISIETCS TI0 MpOrpaMMe HEOHATaJIbHOTO CKpH-
HUHTa Ha OCHOBAaHMU TMOBBIIIIEHHOTO YPOBHS (heHuIana-
HuHa B KpoBU. C MepBbIX HEAC/b XKU3HU T HAYNHAIOT
MoJjiyyaTh CMeUaIM3UPOBAHHYIO TUETOTEparinio, orpa-
HUYMBAIOIIYIO MOTpedsieHne (eHuIaJjlaHuHa, 4To obec-
MeYnBaeT MOJTHOLEHHYIO MEIULIMHCKYIO a0MIMTAIINIO.

OnHako WuccenoBaHUsl MoKasaiud, 4To rumnepde-
HUJATaHUHEMUS MIPU POXACHUU XapaKTepHa He TOJIbKO
I KJIaCCUYEeCKOi (heHUJIKETOHYpUU, OOYCIOBICHHOM
nedexkrom deHunanaHuHruapokcunassl (reH PAH),
HO Takke U JUIsT KoaKTOPHBIX (hopM O0JIe3HU, CBSI3aH-
HBIX ¢ AedeKTaMy TeHOB, KOHTPOJIUPYIOIIUX OMOCUHTES
U peakTUBalLMIO TeTparuapoouonrepuHa (reHsl PTS,
GCHI, DHPR, PCBD). B nonynsuuu EBpornbl 311 3200-
JIeBaHUs COCTaBISIIOT OT 1 10 3% Bcex ciydyaeB THIEp-
denmwranannHeMuu. B matoreHe3e KodakTopHBIX (popM
KJTIOYEBYIO POJIb UTPAIOT HEMPOMETUaTOPHbIE PACCTPOIi-
crBa [12, 13]. B cBsI3u ¢ mporpeccupyrommm TedeHUeM
oosiesHu u TsKecThio mopaxkeHusi LIHC kodakropHbie
¢dopMbI paHee UMEHOBAIUCh «3JI0KaueCTBeHHasT (heHWUI-
KETOHYPHUSI».

IIpoBeneHHBIIT HaMM aHaAIU3 KJIMHUKO-TEHETUYEe-
CKMX JaHHBIX 8 TIAllMEHTOB C OMOMNTEePUHACHULIMTHOMN
(koakTopHOI1) rurnepdeHwIaIaHUHEMUEH  ToKa3as

6oJee yacTyro BcTpedaeMocTh (n=7)! myrtanuii reHa PTS.
Y 2 u3 7 pmTenbHO HAOMIOIABIIMXCS MAllMEHTOB C Je-
(eKTOM yKa3aHHOTO TeHa B pe3yJbrare KJIMHUYECKOTO
o0cnenoBaHusl BbISIBIEHA Jierkasi hopma 3aboJieBaHUs,
y 5 — T1sxenas. [lonydyeHHBIe pe3ysibTaThl yKa3bIBalOT
Ha CYIIECTBOBaHME JIETKOW (opMbl KO(PaKTOpPHON TH-
nepdeHnIaTaHUHEMUH, YTO TTOAYePKUBAET 3HAYMMOCTh
paHHEl AMarHOCTUKKU U paHHETO Ha3HAYeHUsI Crielallb-
HOTO JICYEHMUSI.

OTAMYNTESIEHON OCOOEHHOCThIO KO(MaKTOpHON TH-
nepdeHuIaTaHUHEMUN  sIBJIsieTcs  Hea((hEKTUBHOCTh
M30JIMPOBaHHOI MalIo0EIKOBOI IMETOTeparnuu, KoTopas
HE CITOCOOHA MPeaOTBPAaTUTh TPOrPECCUpPOBaHUE KIIM-
HU4eckoi cumnrTomaTuku. Komruieke geyeHus: HabJIro-
JABIIUXCS OOJIBHBIX TMOMHUMO IHUEThl C OTpaHUYECHUEM
¢eHUNaNaHHA BKJIIOYal KO(MaKTOPHYIO Teparuio Tpe-
napaToMm TeTparuapooronTepuHa (carnpornTepuHa Turui-
POXJIOpU, WJIK KyBaH) B cpeaHeii 1o3e 10 Mr/Kr B CyTKH,
a TakxXe KOPPEKIHUI0 HEepoMeauaTOPHBIX PacCTPONCTB
npemnapaToM HakoM (13 pacueTa 1o JeBogore 10 10 Mr kr
B CyTKM). JleueHne HAUMHAIU C HEOOJbIIMX 03 YKa3aH-
HBIX TIpErapaToB, OKOHYATEJbHBIE M03bl OINPEACISINCh
WHAVMBUAYaIbHO B 3aBUCHMOCTH OT nepeHocumocTr. Ha-
OnroneHUs ToKa3ajau, YTO MEIUKaMEHTO3Hasl Teparus
obecrieynBaeT yaydlleHUEe TOJIEpaHTHOCTH OOJIBHOTO
opraHusMa K eHuIaJlaHHY, B CBS3U C 3TUM MO3BOJISIET
CYIIECTBEHHO PacUIMPUTh MHUILIEBON pallMOH JeTeil U OT-
KaszaTbCsl OT TIpHMeMa CIeUMaIM3MPOBAaHHOTO TIPOAYKTa
MUTaHUs, JUIIEHHOTO (peHWIalaHWHA. YCTaHOBJIeHa 3a-
BUCUMOCTD 3(P(PEKTUBHOCTU JICUCHUSI OT TSKECTH 3a00-
JIeBaHMSI, CPOKOB HayaJla Teparnuu 1 afeKBaTHOCTHU MO/~
Oopa 103 JIeKapCTBEeHHBIX CpeAcTB [14].

BaxxHbie pe3ynbraTbl ObLIM TMOJYYEHBI TPU KOM-
TUIEKCHOM OO0CeIOBAaHUY U JITMTEIbHOM HaOJI0IeHUU
22 mainyeHToB B Bo3pacTte ot 2 10 18 et ¢ apyrum 3a60-
JIeBAHMEM W3 TPYMIbl aMUHOALIMAONATUII — Kjaccuye-
CKOIf romourcTuHypuei. KapanHaabHbIMU TTpU3HAKaAMU
00JIE3HU CIIY>KWJIM YMCTBEHHAsl OTCTaJIOCTh, HapyllleHUe
(GU3NUECKOTo pa3BUTHUSI U OTIOPHO-IBUTATEIbHOTO arina-
paTta, HeBpoJIOTMYECKas CUMIITOMAaTHWKa, PacCTpoicTBa
CepAeYHO-COCYIUCTOM CUCTEMbI, TTATOJIOTHSI OpraHa 3pe-
Husl. bosee monoBuHbI TpobaHaoB (14 u3 22) ctpananu
B,-3aBucumoii popmoit romoumctunypun [15, 16].

VY 8§ mammeHTOB AMarHo3, yCTaHOBJEHHBI Ha OCHO-
BaHUU KJIMHUKO-OMOXMMUYECKUX TIoKa3aresei, Io/-
TBEPKIAEH MOJIEKYJSIPHO-TEHETUYECKUM MCCJIeI0BAaHU -
eM. [1pu 3TOM y HaGMIONABIIENCS KOTOPThI POCCUMCKUX
0OJIbHBIX ObUT BBISIBJIEH Psii ocoOeHHocTel. Myrtanust
p.11e278Thr, cuurarmmascs HauboJiee YacTOl cpeau
pa3IMUHBIX MOMYJISIIMI MUpa U OTBETCTBEHHas 3a (op-
MupoBaHue B -3aBucumMoro eHotuna, oOHapyxkeHa
TOJIBKO y OMHOTO OoJibHOTO. Jlpyrasi yactass MyTamus —
p.Gly307Ser, nmpuBofsiias K pa3sBUTHIO B -pe3ucTeHT-
HoOll ¢opMBI MaToJIOTMM, He ObLIa OOHapyXeHa BOBCE.

! MonekynsipHO-TeHeTUYECKIE UCCIeI0BaHMS BHITIOIHEHBI B LleH-
Tpe MOJIEKY/IsipHOM reHeTuku (npod. A.B. TTosskoBs).
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HauGonee uacroii y poccuiickux OojibHbIX (Y 5 u3 8
Mpo0OaHIOB) OKa3ajlach MyTallWdsl caiiTa cIlalicMHTa —
IVS11-2a->c., Benymias K B-3aBucumoii popme romo-
LHUCTUHYpUU. Y 2 cuOCOB MIeHTU(UIIMpOBaHA HOBasl,
He M3BeCTHas B JuUTepatype myTamus c. 1560 — 1569del
CACCGGGAAG, dopmupyromias Tsokenblid B -pesu-
CTEHTHBIN (heHOTUIT OOJIE3HU: paHHsIsT MaHUdecTauus
TSKEJION TIIa3HOW MaTOoJOTUU (BBIBUX XPYCTAJTUKOB, 3J10-
KavyeCTBeHHasi BTOPUYHAs TJIayKoMa) M CepaecYHO-COCY-
JIACThIE HApYIIEHUs ¢ pa3BUTUEM KPU30B (CITyTaHHOCTH
co3HaHus u open). Takum obpazom, JIHK-auarnoctruka
KJTACCUYECKOM TOMOLIMCTUHYPUHU TTO3BOJISIET BepUPUIII-
poBaTh IMATHO3, MPOTHO3MPOBATh TeUeHUE 3200 e BAHMS,
a TakKe OCYIIECTBIIATh MEIMKO-TEHETUIECKOE KOHCYITb-
THUpOBaHue cemeii [16].

Jns nedeHust OOJBHBIX MCIOJb30BajIach IUETOTEpa-
MHUSI ¢ OTPaHUYEHUEM MPOAYKTOB KUBOTHOTO MPOUCXO-
KIeHMsT, 0oraTbix MeTMOHUHOM. CyTOUHOE colepXKaHue
9TOM aMUHOKMCIIOTHI B palliOHE IMAallMeHTOB He TPEBbI-
majgo 10—15 mr Ha 1 Xr Maccel B cyTku. loTauus 6eska,
HEOOXOAMMOTO ISl HOPMaJIbHOTO pa3BUTHUSI OOJBHOTO,
OCYIIECTBIISIACh 3a CYET BBEACHUS OEJTKOBOTO TUAPOIM-
3aTa, JIMIIEHHOTO0 MeTHOHWHA. MeanKaMeHTO3HasT Tepa-
nus BKiovana npueM sutamuHos C, B, B ,, donuresoii
KUCJIOTBI, MSTKOIEHCTBYIOIINX aHTUKOATYJISTHTOB, TIpe-
MapaToB, HAIIpaBJIEHHBIX HA HOPMaJIU3aIli0 MUHEPAITb-
HOro ooMeHa, u Jp.

B mocnenHue roael B OoTaeNe BemyTCs pa3pabOTKU
CIOCOOOB ITMATHOCTUKU W JICUEHUST HACIEeICTBEHHBIX
HapylIeHit oOMeHa MypWMHOB W MUPUMUAWNHOB. Bojib-
IMUHCTBO (POPM 3TOM TMATOJIOTMH XapaKTepU3yeTCs TIpe-
umyiectBeHHbIM TopaxeHuem LHHC, ux amarHoctuka
OCTaeTCsl HeyIOBJIETBOPUTENBHOM, YTO YXYIAIIAeT UCXOJ
3a0o0eBaHnil U 3G HEKTUBHOCTL MEINKO-TeHETUIECKO-
TO KOHCYJIBTUpOBaHUs. Tak, 0MHOMY 13 HaOTIOTaBIINXCST
nereir ¢ cuHapomoM Jlema—HuxeHa (HaciaeacTBEeHHOeE
HapylieHre oOMeHa MypUHOB, O0YCIOBICHHOE JAeULIN-
TOM ¢epMeHTa TUMOKCAaHTUH-TyaHUH(ochHopnbdbo3m-
TpaHcdepasbl) IUarHo3 ObLT YCTAHOBJIEH TOJBKO B BO3-
pacte 8,5 Jet, Torda Kak IepBble IPU3HAKKM OOJIE3HU
MOSIBUJINCH Ha 3-M Mecsiie Xu3nu [17].

VYcranosieHo, uro cuHupom Jlema—Hwuxena mmeer
XapaKTePHbBI CUMIITOMOKOMITJIEKC B BUJIE TSKEIOTO TTO-
paxenusa LIHC, namomuHalomero IeTCKUii 1iepedpaib-
HBI Tapajdy, B COYETAaHWM C ypaTHOW HedpomnaTuei,
YTO TIOMOTAEeT BBIICIUTH €ro Cpeay MHOTUX O0oJe3Heit
HEPBHOW CHCTEMBI M 3aIlOO3PUTh B paHHEM BO3pacTe.
N3 4 obcnenoBaHHbIX OONBHBIX Yy ABYX (Bo3pacT 1 rof
4 mec u | rom 9 mec) Oblla JAMArHOCTMPOBAHA pPaHO
copMmpoBaBIIasicsi XpoOHUYecKasi MovYeuyHas HelxocTa-
TOYHOCTh, OOYCJIOBIIEHHAsT TM33MOPUOTEHE30M TOYEK.
[TonyyeHHBIE pe3ynbTraThl KIMHUKO-1a00paTOPHOTo 00-
CJIeIOBAaHMS CBUAETEIbCTBYIOT, YTO Y OOJBHBIX C CHHAPO-
MoM Jlema—HuxeHa HEOOXOAMMO He TOJBKO OIICHUBATh
B JWHAMWKE CTENeHb TUIEPYPUKEMUU M MOYECKUCITON
HedpomaTUu, HO TakKkKe KOHTPOJIUPOBATh (DUIBTpAIIv-
OHHYIO W KOHIEHTPAIMOHHYI0 (DYHKIMUM TIOYeK, TaK

NMEPELOBAS

KaK pa3BMBAIOIIAsCS MMOYeuyHass HeJOCTATOUHOCTh BEJCT
K OrpaHUYEHUIO TTPOAOKUTETLHOCTH KU3HU neteit. [To-
MHMO KOPPEKIIMU HEBPOJOTUYECKUX U TTOBEAEHYECKUX
paccTpoicTB OOJIbHBIE HYXIAIOTCS B paHHEM Ha3Ha-
YEeHWHW Teparuy, HampaBJeHHOW Ha CHUXKEHHWE TUTep-
MPOAYKILIMM MOUYEBOI KUCJIOTHI, UTO TMO3BOJISIET CHU3UTh
pUCcK (POPMUPOBAHUST XPOHUUECKON TTOYEUHOM HETOCTA-
TouHoctH [17].

B mocienHure Toabl JOCTUTHYT 3HAYUTENBHBIN yCITex
B pelIeHUU TPOOJeMbl JIM30COMHBIX OOJIe3Heil HaKoM-
JieHust. Pa3paboTaHbl HOBbIE TEXHOJIOTMU JICUCHUSI DTUX
TSDKENIbIX 3a0osieBaHUii: (hepMEeHTO3aMeCTUTEIbHAST Te-
panus U cyOCTpaKTpenyLMpyolias Tepanus TeHHO-WH-
JKeHEepHBIMHU TIperapaTaMu. B oTaesie MCUXOHEBPOIOTUH
W HACJIEACTBEHHBIX 3a00JIeBaHMIl TTPOBEIECHBI KIMHUYE-
CKMe WCITBITAaHUS YKa3aHHBIX TperapaToB W OCYIIECT-
BJICHO JieYeHMEe TMalueHToB ¢ 6osie3Hbio Humana—ITuka
tun C, 6one3nbio [Tomme, mykononucaxapuaozamu I, 11
u IVA Timnos, nmo3BoJvBIlIee CYIIECTBEHHO YIYYIIUTh CO-
CTOsTHUE HeTeil. B wacTHocTH, (hepMeHTO3aMelaloNIyio
Tepanuto roiaydanu 10 60JbHBIX ¢ MyKOIIOJMcaxapua03a-
MM, B TOM YHcJie 7 IeTelt ¢ MyKomoaucaxapumao3om I trma
JICYMITUCH alTbIypa3uMoM, 2 peGeHKa ¢ MYKOIoJMcaxa-
puno3oM Il Tuna — ananpaszoii, 1 pebeHOK ¢ MyKOIOJIU-
caxapuno3om VA tuna — anocynbbasoii anbha. [lepoie
MOJIOXUTETbHBIE Pe3yJIBTaThl JJeUeHWsT HaOTIOIaIiCh Ye-
pe3 4—6 nen. [1pu Gosiee MIUTETBHOM HAOMIOAEHUM 3D~
(eKTUBHOCTb Teparnuu ObliIa JoKa3aHa TMOJOXUTEIbHOMN
NVUHAMUKOW TloKa3aTesiell IaroBoil mpoObl, (yHKUIMI
BHEIITHETO JBbIXaHUsI, YMEHbBIIIEHUEM MAacChl JIEBOTO Ke-
JIyI04YKa U pa3MepoOB MTapeHXUMAaTO3HBIX OPTaHOB, YBEJIH-
YeHWEeM aMIUIMTYIbI ABUKEHUM B CycTaBaX, CHUKEHHEM
MOYEIHOM IKCKPEINH TJIMKO3aMUHOTTINKaHOB [18]. On-
HaKo, K COXAaJIEHUIO, CIeMyeT OTMETUTh HETOCTATOUHYIO
3¢ HEeKTUBHOCTh JAHHOTO BHIA Tepalvu B TIaHe KOp-
PEKIIMU TICUXOHEBPOJIOTMYECKUX HAPYIIEHUI, YTO CBSI-
3aHO ¢ HU3KOW CMOCOOHOCTBIO (hepMEHTO3aMEeIIAIOIINX
MperapaToB MPOHUKATh Yepe3 reMaTodHIeMaTndecKuii
o6apbep. Takum oOpa3oM, ITpobIeMa TTOMOIIY ITalleHTaM
¢ nopaxenuem LHHC nanexa ot paszpeteHusl.

BbipeneHue kKnuHn4yeckux GeHoTunos
n audpdepeHumanbHas guarHocTmka
MUTOXOHAPUaNbHbIX 60N1e3HEN Y peTeit

MuTtoxoHApHUalbHble OONE3HM — TPYyMMa TIKETbIX
TIPOTPECCUPYIONINX 3a00JIeBaHU, OOYCIIOBICHHBIX TIEp-
BUYHBIMU TeHETUYECKUMU Ie(HeKTaMU KJIETOYHOTO IHEP-
rooOMeHa M XapaKTepHU3YIOIMNXCS MTPeUMYIIECTBEHHBIM
MopakeHWeM HEepBHOI M MBIIIIEYHOI crucTeM. 3aboJieBa-
HUST OTJINYAIOTCS TEHETUIECKOU TeTepOreHHOCThIo. B TO
Xe BpeMs TOKa3aHO, UTO COCTOSTHWSI, OOYCJIOBJICHHBIC
myTauusimu mutoxoHapuanbHoit JIHK, mpencrasnsitor
MEHBIIIYIO YacTh 3TOM MAaTOJOTUU, 3HAYMTETbHAs 4acTh
(mo 75—80% B meTckoM BO3pacTe) cBsI3aHa ¢ AeheKTaMu

2 He 3apeructpupoBaHHblii B PO npemnapar Ha3Ha4YeH IO KU3HEH-
HBIM [TOKa3aHKUsIM Ha OCHOBaHuUK petieHust KoHcummyma.
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Huxkonaesa E.A. 3naueHue TOCTIKEHUI MEUITMHCKOM TeHETUKHY JUTSI PENIIEHNUST TPOOIeMBI HAPYITEHHUST PA3BUTHS Y TeTeit

reHoB sinepHoit JIHK, koHTponupytommnx 60JbIIMHCTBO
MOJIUTETITUIOB 3JICKTPOHHO-TPAHCTIOPTHOM 11eTn, (ak-
TOPBI COOPKY 1 (PYHKITMOHUPOBAHUS bIXaTETbHBIX KOM-
IUIEKCOB Ha MUTOXOHIpUAILHOW MeMOpaHe, OuoreHes
U COPTUHT MUTOXOHIPUiA, (hepMEeHTbl OMOCUHTE3a KO3H-
suma Q,, u zp. [19, 20]. B ocHOBe MUTOXOHIPHAIBHBIX
3aboneBaHmii yacTo (mo 30% ciyJaeB y aeTeit) JTeKUT He-
JIOCTaTOYHOCTh KoMruieKca | mbrxateabHoi 1enu, GyHK-
LIMOHUPOBAHUE KOTOPOTO ompenesstoT moutu 300 reHoB,
U3 HUX TOJBKO CEMb MPUHAMIEXAT MUTOXOHIPUATbHOMN
JHK [21].

B OonbimMHCTBE CcyyaeB MUTOXOHIpHWAaibHas Tia-
TOJIOTUSI XapaKTepU3yeTCsl MYJIbTUCUCTEMHOCTBIO TIO-
paxeHusi. KnmHuyeckass cuMnToMaTuKa 4pe3BblYaii-
HO pa3HoOOpa3Ha M TIpeAcTaBjieHa OOJBIIUM YHCIOM
CUMIITOMOKOMIUIEKCOB, WU KJIMHUYECKUX (DEeHOTU-
noB. M3BecTeH psill MUTOXOHIPUATBbHBIX KIMHUYECKUX
CUHIPOMOB C OIpeAeIeHHBIM COYETaHUEM TMPU3HAKOB
(cunapombl KepHuca—Ceiipa, MELAS, MERRF u nap.),
WX JMArHoCTHKa OOBIYHO HE BBHI3BIBACT 3aTPYIHEHMUSI.
OnHako MHOTHE KJIMHUYECKHEe (DEeHOTUIIBI MUMEIT He-
crnennUIecKyo CUMIITTOMATHUKY, OTPaXKalolyio, TIPeX/Ie
Bcero, BosieueHue LIHC u mbiieyHoit cucteMsl (3HI1Ie-
danomuonaTus), Mpu 3TOM yKa3aHHbIE COCTOSIHUSI MOTYT
OBbITb OOYCJIOBJIEHBI pa3IMUHbIMU JAedeKTaMu SIAepHOM
n mutoxoHapuanbHoit JJTHK [22].

B pesysnbrate mpoBeaeHHOTO B OT/IEIe KOMITJIEKCHOTO
o0cnenoBaHusl OOJIBIION TPYMIMbl JIeTeil C MOMO3pEHU-
€M Ha MUTOXOHIIpUaJbHbIE HApYIIEHUS] ObLTU BbISIBICHbI
68 MalMeHTOB ¢ MUTOXOHIPHUAIBHBIMU 3a00JIeBAHUSMM.
VYV 46 (2/3) ux HUX OBbIIM UAECHTU(PUIMPOBAHBI COCTOSI-
HUsI, OOYCJIOBJICHHbIE MYTallMSIMU MUTOXOH/IPUATbHOM
JAHK, y 22 — cocTosiHus, KOHTPOJUpYeMbIE SIIEPHOM
JAHK (MonekynsipHO-TeHeTUYeCK1e MCCIIeOBaHUS ObLIN
nposeaeHsl B MI'HLL PAMH, LleHntpe mosekymnsipHOi
reHeTuku, nadoparopuu lenorex). [Ipu nedexrax mMmuto-
xoHnpuanbHoit JIHK y GonbHBIX ObLIM BBISIBICHBI Clie-
nylole KIMHuYeckue (heHOTUIbl: cuHapomMbl KepHca—
Ceiipa, MELAS, MERRF, NARP, mutoxoHnpuaibHO
HacyieyeMblii cuHapoM JIu, MUTOXOHIpUaibHas dH1eda-
JIOMHONATUSI C KapIuOMMOMaTUEel, MUTOXOHApUATbHAS
sHUEedaToMUONaTUsI C MUPAMUIHO-3KCTpANTMpaMUTHBIM
cuHapomoM. Jleneunu muroxoHapuanbHoit JJHK n Tou-
KOBbIE MYyTallMd BCTPEYAIMCh TPUOIUZUTETBHO OIMHA-
KOBO 4acTO; MPU TOYKOBBIX MYTalUsIX IPeBaJIMPOBAIN
(cocTtaBnsist 3/4) mytaiuu reHoB TpaHcriopTHbIX PHK neii-
uuHa 1 Ju3uHa. [lpu nedexrax cyObeavHUIL AbIXaTeTb-
HBIX KOMIUIEKCOB Yallle CTpaaaiv KoMIuiekeol [ u V.

V nereii ¢ MUTOXOHAPUAIBHBIMM 3a00JIEBAHUSIMU,
obOycioBiieHHbIMU MyTauusimu sinepHoit JIHK, yctaHoB-
JIGHBI ClIeAylolue KIWMHUYecKre (heHOTUIIbI: ayTOCOM-
HO-peliecCUBHBIN cuHapoM Jlu, nelikoaHiedanonaTus
C TIOpaXkeHMEeM CTBOJIa MO3Ta, CITMHHOTO MO3Ta U MOBBI-
IIEHHBIM YPOBHEM JIaKTaTa B MO3TOBOI TKaHU, CUHIPO-
Mbl bapra, Anbriepca, ograibMoruiernyeckas sHieda-
JIOMUOTIaTUSI, MUTOXOHApUAbHAsT 2HIIe(DATOMUOTIATHS
C pe3Koil 3aiepKKoi (pU3NIECKOro pa3BUTUSI, CUHIPOM

neruteniun MutoxoHnpuanbHoit JIHK 7. HaubGonee va-
CTO IMarHOCTUpOBaIUCH MyTaluuu reHoB SURFI, DARS2
n POLGI. Kpome TOTO, OBLIN MIEHTU(MDUIIMPOBAHLI pell-
KO BcTpevaroniecs: nedektsl reHoB saepHoit JTHK —
reHa NDUFB9 w rena Twinkle. [23]. TakuMm oGpa3oMm,
MO JaHHBIM CTEUMATU3UPOBAHHOTO OTIEICHUS, BbIIC-
JIEHbl OCHOBHBIE KIIMHUYECKUE (DEHOTUTTBI MUTOXOHIPU -
aJIbHbIX 3200J1€BaHUI 1 HanboJIee YacTO BCTpevatouImecs
reHeTnuyeckue a1e@eKThl, YTO CJeAYeT YYUThIBATh IPU 00-
CJIeIOBaHWU JIeTell C MOM03PEHUEM Ha YKAa3aHHYIO MaTo-
soruto. [1peobiagaHue MUTOXOHAPUATBLHO KOAUPYEMBbIX
COCTOSIHUI, Ha Hall B3I, OTpaxkaeT TPYAHOCTb JMa-
THOCTUKM SIZIEPHO KOAUPYEMBIX (hOPM.

B HacTosiiiee BpeMsi MHOTHE aBTOPHI BBICKA3bIBAIOT
MHEHHUEe, 4YTO TIP¥ MUTOXOHAPHUATBHBIX 3a00JIEBAHUSIX
KJII0UY€BOE 3HAUYEHUE /I YCTAHOBJIEHUS TMarHo3a U re-
HETUYECKOTO KOHCYJIBTUPOBAHUSI MMEET OIlpeesieHre
TEHHOW MYyTallMM, Jiexallleii B ocHoBe Oosie3HU. Tem
He MeHee, JUISl COBEPILIEHCTBOBAHUST TUarHOCTUKM TIPe/I-
JIOJKEHO MCIIOIb30BaTh TUAarHOCTUYECKIE KpUTepuH [24].
C 1enblo BBISIBJICHUS OUArHOCTMYECKON 3HAYMMOCTH
U3MEHEHUs MOKasaresisl Ko3H3uMa Q , HaMu MPOBEIEHO
HCCleIOBaHNE €T0 YPOBHS B KPOBU Y JETel ¢ pa3IMuHbI-
MM 3a00JI€BaHUSIMU. YCTAHOBJIEHO TOCTOBEPHO OoJjee
HU3KOE cofiepaHue Qv MainueHToB OCHOBHOM IPyIIbI
C MUTOXOHJIpUATbHBIMU O0Je3HsIMU (n=15), ueM y nereit
¢ HelpojereHepaTUBHBIMU 3abosieBaHusIMU (n=13), co-
CTaBUBIIMMM TpyTIly cpaBHeHus. Kpome Toro, y mereit
OCHOBHOM TPYMNIIBI COOTHOLIEHUE KOIH3UM Q, /x0Jie-
CTepUH ObUIO JTOCTOBEPHO HIUXKE, YeM Yy 3I0pOBLIX [25].
Takum oOpa3om, TpeaBapuUTeSbHbIE pe3yabTaThl MOKa-
3bIBAlOT, YTO B TATOTE€HE3e MUTOXOHIPUAIbHBIX 3a00-
JIEBAHUI UTPAET POJIb HELOCTATOYHOCTh KO3H3MMa Q
W YPOBEHb YOMXWHOHA B KPOBHU, MO-BUIANMOMY, MOXHO
WCITOJIb30BaTh B KAa4eCTBE JOTOJHUTEIBHOTO KPUTEPUsI
nuddepeHInaIbHON TMarHOCTUKH.

3akniovyeHue

HecoMHeHHBI  ycrmieXW  MEIMIIMHCKOW  TE€HETUKHU
B PEIICHUM CJIOXHBIX BOIPOCOB WIASCHTU(MUKALIMN Ha-
CJIEICTBEHHBIX 3a00JIeBaHUIA, COMPOBOXIAIOIIMXCSI Ha-
pylLIEeHUEM HEPBHO-TICUXUYECKOTO pa3BUTUSI JETeH.
Boigenenue u3z HeauddepeHIIMPOBAHHBIX COCTOSIHUI
KOHKPETHBIX HO30JIoTMYecKuX (opMm TpeOyeT TpoBese-
HUS IIMPOKOTO MMATHOCTUYECKOTO TOMCKa C MCIOJb-
30BaHUMEM COBPEMEHHBIX BBICOKOTEXHOJIOTUMYHBIX METO-
JIOB UCCIeOBAHUSI. YCTAHOBJICHUE MPUYUHBI 3a7€PXKKU
pa3BuUTHUSl peOeHKa (MJIM YMCTBEHHOI OTCTallOCTH) NaeT
BO3MOXXHOCTh OCYIIECTBUTh aJeKBaTHOE MEIUKO-TeHe-
TUYECKOe KOHCYJIETUPOBAHWE WIEHOB CEMbM, YTOUHUTH
TEHEeTUYECKUI TTPOTHO3, OMNpPEAC/IUTh MOPSIIOK JTUCIIaH-
CEpPHOro HaOJOeHUSI 32 O0JIbHBIM PEOEHKOM.

Oco0eHHO oOuYeBMIHA BaXHOCTh MPAaBWIBHOW IHa-
THOCTUKU TIpY 00JIe3HSIX OOMEHa BEeIeCTB, IS KOTOPBIX
pa3zpaboTaHbl U BHEAPEHBI METObI Teparuu. DPheKTruB-
HOCTb JIeYeHUsI, MEAULIMHCKO U COLMaIbHOM peaduInTa-
1IN TaKUX T, UX MHTETPAlliK B OOIIECTBO HATIPSIMYIO
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BaHMI, U3yuyeHUe 0COOCHHOCTEH MmaToreHe3a MmopaxKeHusI
IIHC, pa3paboTKy HOBBIX METOJOB JIEYEHUSI U KOPPEK-
LIVU TICUXOHEBPOJIOTMUECKUX HAPYIIEHWIA.

1.

10.

3aBUCHUT OT CBOCBPEMEHHOCTU YCTAHOBJICHUWA JUArHo3a.

besycnoBHO, nanbHeiIme ycuiausi T€HETUKOB J0JI-

JKHBI OBITH HaIlpaBJICHBI HA CO3MaHUE aJITOPUTMOB IUd-
depeHIMaIbHOM INarHOCTUKY HACIeACTBEHHBIX 3a001e-
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