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Cydopoeu pazauurotl smuonoeuu AGAAIMCSA 0OHUM U3 CAMbIX YACMbIX HEBPON0UHECKUX CUMNMOMO8 Y Oemeil nep8ozo 200a Jcusnu. Pe-
3yAbmamaol UccAe008anuil NocAeOHUX Aem nOKa3anu, Ymo @ 60AbuUHCmEe cay4aes cyoopoeu y MAao0eHyee UMelom HacaedCmeeHHyio npu-
pody. B dannom 0630pe paccmompensl 0OCHOBHbIE epYNNbl HACAEOCMBEHHbIX 00Ae3Hell U CUHOPOMO8, 8 CUMNIMOMOKOMNAEKCe KOMOPbIX Ha-
barooaromes cydopoeu, U3N0JCEHbl OCHOBHblE O0COOEHHOCMU UX KAUHUMECKUX NpOAGAeHUll U cnocobsbl duaeHocmuku. Illpasunvhas
U ceoegpemMenHasn OUAeHOCMUKA HACAeOCMBEHHOU Namoaoeuu nomMozaem onpedeaums xapakmep meueHus: 604e3Hu U d¢pdeKmueHocmo
UCHOAB308AHUS PA3HBIX NPOMUBOINUAENINUHECKUX NPENapamos, a makice 3Ha4UmeAbHO NOBbICUMb IPPeKMUBHOCMb MeOUKO-2eHemue-
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Karoueevte caoea: nacneocmeennas anunencus, bone31HU 00MeHa eeuiecme, panHAA snurenmu4ecKas anuegba/zonamuﬂ, XpOMOCOMHbIﬁ CUHO-
pom, MeduKko-eeHemuueckoe KOHCY/1ibmupoearnue

DOI: 10.17650/2222-8721-2017-7-3-36-42

Clinical and genetic characteristics and diagnosis of hereditary variants of neonatal epilepsy

N.A. Semenoval, E. L. Dadali', A.A. Sharkov?, I.A. Akimova’
'Research Center of Medical Genetics; 1 Moskvorech’e St., Moscow 115478, Russia;
2Yu.E. Veltischev Research and Clinical Institute for Pediatrics, N.I. Pirogov Russian National Research Medical University,
Ministry of Health of Russia; 2 Taldomskaya St., Moscow 125412, Russia

One of the most common neurological symptoms in children of the first year of life is seizures, the etiology of which is manifold. Investiga-
tions in recent years have shown that a significant number of infantile seizures are hereditary in nature. The review identifies the main
groups of hereditary diseases and syndromes, in whose symptom complex convulsions are observed, outlines the main features of their clini-
cal manifestations and methods of diagnosis. Correct and timely diagnosis of hereditary pathology helps not only to determine the nature
of the course of the disease and the effectiveness of the use of various antiepileptic drugs, but also to significantly improve the effectiveness

of genetic counseling of burdened families and to prevent the occurrence of recurrent cases of disease.
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BsepeHue

CyIoporu — OiMH 13 CaMbIX YaCThIX HEBPOJOTMYECKUX
CHUMIITOMOB Y JI€Te IepBOro rofa KM3Hu, STUOJIOIHS KO-
TOpBIX pasHooOpasHa [1, 2]. I[To nanabsM C.M. Eltze u co-
aBT., paCIIPOCTPaHEHHOCTh 00JIE3HE, COMPOBOXAAIOLIMX-
Cs1 CyIOopOraMy B IPyJHOM BO3pacTe, COCTaB/sieT 56—88
ciydaeB Ha 100 Teic. HOBopoxkaeHHBIX [3]. B mocnennue
rofibl B CBSI3U C COBEPLIEHCTBOBAHUEM MOJIEKY/ISIPHBIX
1 OMOXUMUYECKMX METOIOB IUAarHOCTUKHM IMOKA3aHAa 3Ha-
YyyMasl POJib FeHEeTUYECKHX (haKTOPOB B BOBHMKHOBEHUU
0oJie3HEl C CYyIOPOKHBIM CUHIPOMOM B IPYIHOM BO3pa-
cre [4].

B 3aBHCHMOCTH OT OCOOEHHOCTEN 3THOMATOreHe3a
BBIAEJISIIOT CJIEAYIOIKE TPYIIIBl HACAEACTBEHHbIX 001e3-

HEll M CHUHAPOMOB, B KIMHUYECKOU KAapTHUHE KOTOPBIX
HaOJTI0Hal0TCs Cyooporu: 1) 60e3HN HapyIIeHNsT OOMeHa
BEIIECTB; 2) paHHME SIMIICITUICCKUE SHIedatonaTuu
(P93); 3) MOHOTEeHHBIE BPOXICHHBIC TIOPOKU PA3BUTHUS
TOJIOBHOTO MO3Ta; 4) MOHOT€HHBIE CHHIPOMBI, COITPOBOXK-
JAOIIecs WHTSJUICKTYaIbHBIM AeUIINTOM; 5) XpOMO-
COMHBIC aHOMAJIMM (B TOM YMCJIE MUKPOCTPYKTYpPHBIC
MEePeCTPOMKN).

YcTaHOBJICHNE STHOJIOTMY HACIEACTBEHHOTO 3a00JTe-
BaHMWS WJIM CUHAPOMA B OOJIBIIMHCTBE CIIyYaeB SIBIISICTCS
CIIOXHOM 3amaueli, TaK KaK TpeOyeT UCITOIb30BaHMs pa3-
HBIX OMOXMMUYECKUX U MOJIEKYJISIPHO-TEeHETUIECKIX ME-
TOmoB mcciaenoBanusl. OgHAKO OOHapyXeHHWe TeHa WU
XpPOMOCOMHOI TIepeCTPONKI HEOOXOTMMO HE TOJIBKO IS
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YTOYHEHUS TMAarHOo3a, OIMpeNeIeHUs XapaKTepa TCUCHMUS
3a00j1eBaHUS M 3P (PEKTUBHOCTU €ro TepareBTUUCCKOU
KOPPEKIINH, HO 1 IS pacdeTa prcKa POKIeHUs O0JTbEHOTO
pebeHKa B OTSTOIICHHOM ceMbe 1 TUTAHUPOBAHUS ITPODU-
JIAKTUYECKHMX MEPOTIPUSITHIA.

Ilean paboThl — paccMOTpeHNE KIMHUKO-TeHETHYE-
CKHX XapaKTepHCTUK HamOoJjiee pacIpOCTpaHEHHBIX Ha-
CJICICTBEHHBIX 00JIC3HEH 1 CHHAPOMOB, MAaHN(DECTUPYIOIIIX
Ha ITepBOM TOIy XKM3HU M COITPOBOXIAIOIINXCS CyI0pOra-
MM, a TAK3Ke pa3pab0TKa alrOpuTMa MX TUaTHOCTUKM.

KnuHuKo-resemuyecKue Xapakmepucmusu

HacnepcmseHHbIX Gonesueil obmena sewecms,

conpoBoaarowWuUxca CyaopoHHbIM CUHAPOMOM

Hacnencreennsie 6one3nu oomena (HbO) — oburup-
HBIN KJIaCC MOHOTEHHBIX 3a00J1eBaHU 1, HACUUTHIBAIOIITIIA
okosio 500 Ho3oJMOrMYecKNX (hOpM, CyMMapHast pacIpo-
CTPaHEHHOCTh KOTOPHIX COCTaBIsieT mpuMepHo 1:500 HoO-
BOPOXIEHHBIX [5, 6]. BOJBIIMHCTBO HACJIEACTBEHHBIX
nedeKToB MeTaboIM3Ma IeOI0THPYET B AETCKOM BO3pacTe
u B 50 % ciydaeB COIPOBOXAAETCS MOpPaXKeHUEM LIEHT-
paTbHOM HEPBHOU CHCTeMBbl. BO3HMKHOBEHUE CYTOpOXK-
HOTO CMHApOMa HAOII0MAeTCs B CTPYKTYPE CHMITTOMOKOM-
mtekcoB 6otee 200 Ho300rMUeCKNX (hOPM, OTHOCSIIIUXCS
K pa3HbIM Kiaccam HBO. BonbimmHcTBO 60I€3HEN 3TOi
TPYIIIIBI UMEET ayTOCOMHO-PELIeCCUBHBIN, X-CIICTIIICHHBIN
pELIECCUBHBIA M MUTOXOHAPUAIbHBIA THUIIBI HACJIELO-
BaHus. TakuM o6pa3zoM, 3(pPeKTUBHOCTh TEHETHYECKOTO
KOHCYJIBTUPOBAaHUS CEMbU, UMEIOIIeit 00JIBHOTO pebeHKa,
ITOJTHOCTBIO 3aBUCHUT OT YCTAHOBJICHUSI TOYHOTO TMAarHO3a
¢ Bepu(ULUPOBAHHBIM reHeTUYeCKUM AedekToM. Juar-
HOCTHKY HEOOXOOMMO IIPOBECTH B KpaTJaillliie CpPOKH,
IO TIOSIBJICHUSI HEOOPAaTHMMBIX MOBPEXKICHUN TOJIOBHOTO
MO3Ta, 4TO OIPEIeISICTCS pa3pabOTKOM B ITOCIICTHIE TOIBI
cnennpUIecKoi Tepalmmu, ITOJHOCTHIO KYIMHMPYIOIICH
KIIMHAYECKIE CUMITTOMBI TSI OTHETBHBIX HO30JIOTUIEeCKIX
dopM srmmnericuii u3 rpynisl HBO, ManudecTupyommx
B HEOHATAILHOM ITepHOIE.

K HUM OTHOCATCS 4 TeHETUYECKHMX BapraHTa THIIOMar-
HUEMWH, TUPUIOKCUH3aBUCUMBIE CYIOPOTH M HEIOCTa-
TOYHOCTH OMOTHHMAA3bI. K BOSHUKHOBESHUIO TUTIOMAarHHe-
MWU TIPUBOOST MYTallMU B 4 TeHaX, MPOAYKTHI KOTOPHIX
OCYIIECTBIISIIOT aOCOPOILIMI0 MarHWSI B KUINCYHUKE WU
peabcopOIMio MarHUsI B IIOYEYHBIX KaHAIbIIAX, K pa3BH-
THIO TIMPUIOKCHH3aBUCUMBIX CYIOPOT — MYTallMs B TCHE
ALDH7A1, xogupytoiieM pepMEeHT CeMeCTBa aIbIeT U~
docdar meruaporeHas. HemocrtarouHOCTb 3TOTO (hepMeH-
Ta MPUBOIUT K HAKOILIEHUIO MUIIEpUANH-6-KapOoMuara,
WHAKTUBUPYIOIIETo TupuaoKcanbdocdar. BHyrpuBeHHOE
BBeICHUE MperapaToB MarHus 1P HACIEACTBEHHBIX TH-
TTOMarHUEeMMSIX WX TMpUIoKcanbgocdara Impy TMPUIOK-
CHH3aBUCHMBIX CYIOPOTaX IMOJTHOCTHIO KyIIMPYET CUMIITO-
MBI ¥ TIPEIOTBpAIlaeT MX IOBTOPHOE BO3HMKHOBEHUE.
IIpu oTcyTcTBMM ameKBaTHOTO JiedeHUs (GopMmupyercs
MBIIIIEYHAST TUIIOTOHMS, BO3HUKAIOT 3alepxKKa TEeMIIOB
IICUXOMOTOPHOTO Pa3BUTHUSI M CYIOPOKHBIA CHUHIPOM.

DddekTnBHOE JIeYeHIE Pa3padbOTaHO U 1T HACJIEICTBEH-
HOTO JehUIITa OMOTUHUIA3HI — 3a00JIEBaHUS C ayTOCOMHO-
peleCCMBHBIM TUIIOM HacliegoBaHust. GepMeHTHasI Auar-
HOCTHKa 3TOr0 3a00JieBaHUS BKJIIOYCHA B ITPOTPAMMY
HEOHATAJIbHOTO CKPMHWHTA BO MHOTHX CTpaHax Mupa [7],
OIIHAKO B Hallleit cTpaHe He TpoBoauTcs. Jdeduumr omo-
TUHUIA3BI Yallle BCETO MaHU(ECTUPYET B MIIaJCHIECKOM
BO3pacTe WIN Y IeTel paHHETO BO3pacTa ¢ IPOTrPeccupy-
IOIMUM HapacTaHNEM HEBPOJIOTMYECKON CHMITOMATUKU
(aTakcmsI, CymOpOTM, WHTE/UIEKTyaJbHas HEIOCTaTOY-
HOCTh) U UHBIMU TIPOSBICHUMU (3K3aHTEMa, aJIOTeIINsI,
nuMMyHoaeuumT). Hainume 60€3HU MOXHO 3aIofo03-
PUTD IIPU MPOBEIECHNUM TAaHAEMHOM Macc-CIeKTPOMETPUU.
B 6omoxumuyeckoM Ipoduiie OTMEJAIOTCS TOBHIIIICHIE
YpOBHEH JIaKTaTa, aJlaHMHA, KApPHUTHHA U TUTIEpaMMOHE-
Must. OmHAKO MeTabONMYeCKNEe M3MEHEHMSI MOTYT OBITH
HEOMHO3HAYHBIMM M IaXe IMPOTUBOPEUYMBBIMHU. BaxkHBIM
IUAaTHOCTUYECKUM KpPUTEpHEeM SIBISICTCS (pepMeHTHas
MarHOCTHKA C OTpeAeSIeHeM aKTUBHOCTH OMOTUHUIA3HI.
Hasnayenne OmormHa B mo3upoBKe OT 5 mo 40 mr/cyr
TTOJTHOCTBIO KyIIMPYET CUMITTOMEBI 3a00JIeBaHMSI.

ITpu npyrnx HBO u3 rpynibl TM30COMHBIX 00Ie3HEn
HaKOIUICHUSI, HApYIIeHUS TIMKO3WINPOBAHUSI TUCTPOTIIA-
KaHOB, MUTOXOHIPHUAJIbHBIX OOJIE3HSIX, 00YCIIOBJICHHBIX
MyTalusIMA KaK B SOEPHOM, TaK ¥ MUTOXOHAPHATHBHOM
TeHOME, a TAK3KE TIPU OPraHMICCKUX allUIypUsIX, HapyIle-
HUU [IMKJIa CMHTE3a MOYCBUHBI MJIM MIHEPAIBHOTO 00Me-
Ha, MOTYT BO3HHUKAaTh (hapMaKOPE3UCTCHTHBIC CYIOPOTH,
COITPOBOXKIAIOIINECS 09aTOBOI HEBPOJIOTUIECKON CUMII-
TOMATHKOM, YMCTBEHHON OTCTAJIOCTBIO M ITOpaskeHUEM
BHCLIEpaJIbHBIX OPTaHOB B psme ciaydaeB. [laToreHes pas-
BUTHS IUJICTICUY IIPU pacCMaTPpUBAaEMBIX HEpoMeTabo-
JIMYECKNX COCTOSTHUSAX Yallle BCETo CBA3aH C ACUIINTOM
(epmeHTa, O0YCIIOBIIEHHOTO MyTAIlIUSIMU B KOTUPYIOIIEM
TeHe, YTO TIPUBOIUT K HAKOTUICHUSIM METa0OJINTOB, TIPEI-
IIECTBYIOIINX (hepMEHTAaTUBHOMY OJIOKY, OKa3bIBAIOIIINX
TOKCHYHOE IEHCTBIE Ha KJIETK! Pa3HBIX OPTaHOB, BEI3HIBAST
nx Tr6enb. [TopaxkaThcst MOXKET KaK OMWH OpTaH-MHUIIICHb,
TaK ¥ HECKOJIBKO OPTaHOB WX CUCTEM, B TOM YHCJIC 1ICH-
TpayibHasI 1 iepudeprdecKkas HepBHbBIC CUCTEMBI, CKeJIeT-
HO-MBIIIIEYHAs] CUCTEMa, CepIIie, TTIeYeHb, MOKETyIOTHAS
Kejie3a 1 Jaxe Koxa.

HeOroT KITMHNIEeCKUX IIPOSBICHUI MOXKET IIPUXOINTh-
Ccs Ha pasHBle MeCSIbl MEePBOTO Toda XH3HU M Iaxe
Ha BHYTPUYTPOOHKBIM Tepuon. Bo3pact maHugecTanmuu
HEepeIKO WTpacT BaXHYIO AMArHOCTUIECKYIO POJib. Tak,
TIPpY HEKOTOPBIX OOJIE3HSIX (TTyTapoBasi allMaypyst 2-TO TUTIA,
HEIOCTATOYHOCTh OYCHb UITMHHOIETIOUeuHOM armi-KoA-
IeTUAPOTeHA3bl, OPHUTUHTPaHCKapOaMIIashbl 1 KapOaMuI-
(ocdar cmHTETa3BI) METAOOIMICCKIE N3MEHEHMS TTPOSIB-
JISTIOTCS cpasy Tocie poxaeHus. [1pu IpyTux cOCTOSTHUSX
(u30BazicpraHoOBasi, METUJIMAJIOHOBAsI, IIPOITMOHOBAS
alMIeMusT, HeKeTOTUIeCKAas TUIICPIIMITMHEMUS, IIATPYII-
JIMTHEMMST, apTHHUHOCYKIIMHATHAS allAAYPHsS) CUMIITOMBI
TIOSIBIISIIOTCST CITYCTSI HECKOJIBKO THEM MOCTIe POXKICHMS.
HoBopoxaeHHbIE ¢ MeTaOOJIMYECKUMU HapYIICHUSIMHU
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MOT'YT UMETb TU3MOP(MUIHEIE YePTHI, YTO TpebyeT nudde-
pPEHLMATbHON IMATHOCTUKY C XPOMOCOMHBIMU MJIK MOHO-
TeHHBIMM CHMHApoMamu. Hampumep, mpu nmponroHOBOM
1 METWIMAJOHOBOM allMAeMUN, MHOXECTBEHHOU HEmo-
cTatoyHoCTU auuii- KoA-nernaporeHas, nepoKCUCOMHBIX
HapyIICHUSIX 0COOCHHOCTH (heHOTHIIA OTMEJAIOTCS C PO-
xneHusi. [Ipu HekOTOpbIX 3a00J€BAHUSX MOTYT UMETh
MECTO MTOPOKY Pa3BUTHS MO3Tra, HalpuMep KOpTUKaJIbHast
IUCIUIa3us npu cuHapoMe LlenbBerepa, rumnomiasus Mo-
30JIMCTOTO T€JIa MPU HEKETOTUYECKON TUIEPIIULIMHEMUU.

HeoObluHbIf 3amax KOXM, BOJIOC, YIIHOW Cepbl
WJIM MOYM YacCTO SIBJISIETCS] XapaKTepPHbIM MPU3HAKOM Me-
Taboauueckoro HapyieHus. Hanmpumep, 3amax «moTHbBIX
HOT» BCTpeYaeTcs IPH INIYyTApOBOM allMAypHH 2-TO THUIIA
1 U30BaJIEpPMAHOBOM alluIeMIH, «<KXKEHOTO caxapa» — Mpu
00JI€3HH C 3a1aXOM MOYH KJIEHOBOTO CUPOIIa, «KOIlauybeit
MOYM» — TP MHOXKECTBEHHO# KapOOKCMIa3HOM HEIOCTa-
touHocTtu. [Tpn muddepeHINANTBHON TMAaTHOCTUKE MOXET
ITIOMOYb O(PTAITBMOJIOTHICCKUI OCMOTpP, HAIIpUMEDP IS
JNIMAarHOCTUKW MEPOKCUCOMHBIX 3a00JI€BaHUI U TAHTJIMO-
311030B. Tak, HAIM4YKe KaTapaKThbl XapaKTepHO ISl pU30-
MEJIMYECKOU TOUYEUHON XOHAPOAMCILIA3UM, MUTMEHTHAs
JIlereHepalus ceTdaTKu — it cuHapoMa llembBerepa,
HaJIM4yMe Ha I1a3HOM JHE CUMIITOMA «BUILIHEBOM KOCTOY-
Ki» — 1t GM2-radrmos3uaosa.

HapyiieHuss MUTOXOHAPUATBLHOTO OKUCJIEHUST XKUP-
HBIX KUCJIOT OOBIYHO TPOSIBJISIIOTCSI TeNaTOCIIEHOMera-
Jmel, Myuonatueit u Kapauomuonatueil. CymoposKHBIN
CHHAPOM IIPH STOM CBSI3aH C TUTIOIIMKeMuei [8, 9].

Heob6xogumo nMeth B BUAy, 4To Mtk MHorux HBO
XapaKTEpHbl OCTpble MeTabOJMYECKHE KPU3bl, KOTOPbIE
YacTO MIPOTEKAIOT IO MACKOW HeiponH(peKIYy (MEHUHTO-
SHIIe(hANTa) WIK IIPOBOIUPYIOTCSI WHOEKIMOHHBIMU
3200JIeBaHMSIMM, YTO 3aTPYIHSCT NX TG EepeHIINATBHYIO
nuarHoctuky [10].

Jnarnoctrka HBO MoxeT ocylecTBisAThes Ha 3 ypoB-
Hsax. [IepBblil — OMOXMMUYECKUI, OCHOBAHHBII HA Ompe-
JIeJIEHUM KOJIMYECTBA META0OIMTOB HAPYILIEHHbBIX PEaKIIWA.
JInarHocTukKa OCyIIECTBISIETCSI C TOMOILbIO TAaHAEMHOM
Macc-CMEKTPOMETPUM U BBICOKOXMAKOCTHOU XpoMaTo-
rpacuy OpraHMIEeCKNX KUCJIOT M Ta30BOil XpomaTorpa-
¢unr/macc-ciekrpomerpu Mour. C MCITONB30BAHUEM 3TO-
ro MeToAa IMArHOCTUPYIOT OCHOBHBIE HO30JOTMYECKUE
¢dopMbl aMUHOALMAONATUIA, OpPraHWYECKUX alUIypuil
U 00J1e3HEN HapylIEeHUsT O6eTa-OKUCIEHUS XKUPHBIX KUCIIOT.
JIOCTOMHCTBOM MCCJIEAOBAaHUS SIBJISIETCSI HU3Kasl CTOM-
MOCTb U OBICTPOTA BBIMOJHEHUSI, HO TP 3TOM HEOOXOAMMO
MOMHUTb, YTO MapKepbl MOTYT 00J1alaTh HU3KOM CIeln-
¢duuHOCTHIO. BTOpOIi ypoBEeHb — MCClieA0BaHME AKTUBHOC-
TU OIpeaeeHHOro (epMeHTa Uan TpyMIibl (DEPMEHTOB.
Tpetuit — JJHK-gnarHoctuka, HampaBieHHasl Ha TTOUCK
myTauuii B reHax. [1o Boamoxnoctu JJHK -ananu3 nomkex
MPOBOIUTHCS BO BCEX CIyYasiX, JaXe €CJIM AMarHo3 HE Bbl-
3BIBACT COMHEHHU. DTO HEOOXOMMMO UIST YCTAHOBJICHMS
TeHETUYECKOTO AedeKTa C MOCICIYIONIUM IIPOBeIeHIEM
JIOPOJIOBON TMATHOCTUKM B CJIyyae HACTYILJIEHUsI OepeMeH -

HOCTM B JaHHOM Opake. OCHOBHBIMH HEIOCTaTKaMU
JAHK-aHanu30B SBISIOTCS NJIMTENLHOCTb MX BBINOJHE-
HUsI, BBICOKAsI CTOMMOCTD U IOCTATOYHO 9acTO — HEOOXO-
JTUMOCTb MPUMEHEHMUST MYJIBTUT€HHBIX MCCJIeTOBAHUIA.

Cy11iecTBeHHYIO ITOMOIIb B INTAHNPOBAHNH aJITOPUTMA
MPOBEICHUS CIEMNPUISCKIX TUATHOCTUYECKUX TECTOB
npu HBO MoryT okasath 1 TpaauIIMOHHEIE JTA00OPaTOPHBIC
aHaJIM3BI KPOBU, MOYH, JINKBOPA, KOTOPBIC BHITIOTHSIOTCST
B YCJIOBHUSIX OOBIYHOTO CTallMOHapa. MI3MeHeHMS B CTaH-
JAPTHBIX OMOXMMWYECKUX aHAIM3aX YaCTO HeCITeTn(pud-
HBI, HO MOTYT OBITh ITATOTHOMOHWYHBIMU IIJIST OTIPEICIICH-
HO rpyniibl 6oJie3Hel. Pe3yisraTel aHaIM30B MO3BOJISIIOT
MPEaIIOIOXUTL HaclencTBeHHoe 3abosieBanme ¢ HBO
¥ ONITUMU3UPOBATh Ha3HAYCHHE CIICITN(IISCKIX OMOXM-
MHUYEeCKUX ¥ MOJICKYJISIPHO-TEHETUIECKIX MCCIICIOBAHMIA.
OrnpenenieHre KUCIIOTHO-OCHOBHOTO COCTaBa KPOBU (BKITIO-
yalomeM ypoBeHb pH), ypoBHeE#l TIOKO3BI, aMMOHMSI,
JIaKTaTa, KETOHOB MOYM M TTIEYEHOYHOTO TTPODWIIS IIpe-
cTaBJIsieT co00it 0a30BYI0 MH(OPMALIMIO MJISI JabHEeIIIe-
ro IMarHOCTUYECKOTO MTOUCKA.

OrnpeneneHre ypoBHSI caxapa KPOBHU SIBJISIETCS] OMHUM
M3 CaMbIX BaXHBIX TECTOB B HeoHaTooruu [11]. Tumornau-
KeMusi (YPOBEHb ITTIOKO3BI KpoBU <2,4 MMoJTb/JT) — 9acToe
HapyllleHNe B HEOHATAILHOM ITepHOAe — IMPUBOIUT K I10-
paxkeHHMIO OeJIoro BelllecTBa TOJOBHOTO Mo3ra. [umo-
TJIMKEMUST MOXXET BCTpEUYaTbesl B 1-¢ CYTKM XXM3HU TIpU
TreCTallMOHHOM CaXapHOM AradeTe y MaTepy, HapylIIeHNUN
agarTaluy, OCOOEHHO Y HeIOHOIIIEHHBIX IeTei, THIep-
CHHCYJIMHU3ME WJIY TUIIOITUTYUTapU3Me, a TAKKe y TeTel
C MOHOTEHHBIMHU HaCJICICTBEHHBIMM O0JIC3HSIMU TP OP-
TAaHUYECKUX alUAYPUSIX, HAPYLIEHUU OeTa-OKUCIEHWUS
KMPHBIX KUCJIOT, medeKTaxX KeTojan3a, nedekTax IbIxa-
TEJbHOU 1LIeNM MUTOXOHIPHUI, a TaKKe IMPH HEKOTOPBIX
HaCJIeICTBEHHBIX CUHAPOMaX (HallpuMep, IIpu CUHAPOME
BbexButa—Bunemana).

Hanuune y pebeHKa rurormukKeMuu TpedyeT orpee-
JIEHUS YPOBHEU KETOHOBHIX TeJI M JJaKTaTta. JIakraTannmos
C TUTIOTJIMKEMUEH XapaKTepHBI, TIPEXKIIe BCETO, 71T MATO-
XOHIPHUAIBHBIX 00JIe3HEH, 00YCIIOBJICHHBIX MYyTaIlUsSIMU
B TeHaxX KaK MUTOXOHIPHUATILHOTO, TaK 1 SIIEPHOTO TeHOMA.
Kpome Toro, moyie3HsIM T€CTOM IUIST AUATHOCTUKH HEHIO-
CTaTOYHOCTU (PEPMEHTOB MUTOXOHIPUU (TIMPYBATACTH-
JIpOoreHasbl, MMPYyBaTKapOOKCHUIa3bl M IUTOXPOMA C-OKCU-
Ia3bl) MOXKET OBITH OIpee/iecHNe COOTHOIICHUS JaKTaTa
K ITApYBaTy.

E1te omHMM BasKHBIM T€CTOM MPH ITOTO3PEHUN Ha Me-
TabOJIMUECKOE HAapYILIEHE SIBJISIETCS OLIEHKA YPOBHST aMMO-
HUS B KpoBU. ETo TTOBHIIIIEHNE TIPUBOIUT K HEOOPATUMOMY
MOBPEXICHUIO LIEHTPATbHON HEPBHOI CHUCTEMBI. DTOT
TOKa3aTeJIb OOBIYHO CYIIIECTBEHHO ITOBHIIIICH IIPY HApYIIIe-
HUSX IIMKJIa MOYEBHHBI M OPTaHMUYECKUX alumypusix. /IBe
MOCJIeAHME TPYIIIIbI 3a001eBaHui IUMPEePeHINPYIOT MyTeM
orpenesieHys ypoBHSI pH: TIpy BBISIBIICHUH PeCITMPATOPHO-
TO aJIKaj03a MOXHO AyMaTh O HapyIICHUH IIMKJIa MOYCBH -
HooOpa3zoBaHusa [12], B TO BpeMsi KaK MeTabOJIUYeCKUi
alMa03 XapakTepeH ISk OpraHndecKuX anumypuii [13].
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KeTo3 ¢ rumornmukeMueii BCTpedaloTcs Ipy U30Baje-
pUaHOBOM, IPOITMOHOBOM 1 METWIMAIOHOBOM allATyPUSIX.
ITpu 3TOM HYXHO HE 3a0BIBaTh O TOM, YTO ITPOBOIIpYeMast
SK30T¢HHBIMM (DaKTOpaMM HAIAITOYeUHUKOBAsl HEIOCTa-
TOYHOCTB, CETICHC 1 00e3BOXMBAaHNE MOTYT MMETh aHAJIO-
TUIHBIE JTAOOPATOPHBIE TTOKA3ATEIIH.

IIpy HacmeOCTBEHHBIX ITEPUKCHCOMHBIX OOJIE3HSIX
¢ MaHMecTamreii B IpyIHOM BO3PACTe IMTOSIBJICHHUIO CYI0-
pPOT MOTYT TIPEIIIeCTBOBATb BHIPaXKCHHBIC HAPYIICHMS
GYHKIIUM TICYeHU, MBIIICYHAS TUIIOTOHMSI, TPYTHOCTU
BCKapMJIMBaHMSI. YacTo IeTy MOrnoaioT B TIEPBBIC MECSIIIBI
XKW3HU. B KadecTBe mMepBOTO MTMATHOCTMYECKOIO TeCTa
0oJ1e3Hei 3TO TPYIIIEI HEOOXOMMMO ONIPEAEIIATh KOHIICH-
Tpall OYEHB [UTMHHOIICTIOUECYHBIX XU PHBIX KMCJIOT.

Cpenu TM30COMHBIX 00JI€3HE HAKOTUICHUS CYITOPOXK-
HBI CHHIPOM Yallle BCETO BO3HUKACT TP HeMPOHATBHBIX
LIepOMAHBIX TuTnodycimHo3ax [14, 15]. DTo reHeTUYECKU
reTeporeHHas Tpylma 6oJyie3Hei, BKioJatomas 13 reHe-
THYECKUX BapMaHTOB. 3a00J1eBaHMST 4acTO MaHU(PECTUPY-
10T C pa3BUTHSA IMOJTUMOPGHBIX CyIOpOT (TeHepaIn30BaH-
HBIX TOHUKO-KJIOHMYECKUX, MUOKIIOHUIECKIX), aTpodun
3pPUTEIBHBIX HEPBOB U TIyXOTHI. [IporpeccupoBanue 60-
JIE3HUW TIPOUCXOIUT JOCTATOYHO OBICTPO, CYOOPOTH CTa-
HOBSITCSI PE3UCTCHTHBIMU K TEPaIliy, pa3BUBAIOTCS MO3-
JKEUKOBBIE paccTpoiicTBa. [Ipm MarHMTHO-pe30HAHCHOM
toMorpacduu (MPT) romoBHOTO MO3ra y MOIaBIIsSIONIETO
OOJIBIIMHCTBA TIALIMEHTOB OOHApyXHUBawOT AUPGY3HYIO
KOPTUKAIBHYIO ¥ CYOKOPTUKAIBHYIO aTpO(HUIO BEIleCTBa
TOJIOBHOTO MO3Ta X MO3KeUKa, a TAaKXKe MOBBIIIICHNE NH-
TEeHCUBHOCTA MarHUTHO-pe3oHaHcHoro (MP) curnama
B MEPUBEHTPUKYJISIDHOM OCJIOM BEIIeCTBE M CHIDKCHUE
WHTEHCUBHOCTH CUTHAJIa B 00JIACTH Oa3a/IbHBIX TAHTJINEB
U Tajamyca.

MPT royioBHOro Mo3ra MoxXeT ObITh MH(GOpPMATUBHA
pu nuarHoctuke HBO u3 rpynimsl IM30COMHBIX O0Ie3HEH
HaKOIUICHUSI, IIEPOKCUCOMHBIX OOJIC3HEe, a TaKKe ISt 00-
HapyXeHUs TTOPOKOB Pa3BUTHSI MO3Ta W TUIIOKCHIECKH-
WIIeMUYECKUX TMopakeHui. [1pu OONBIIMHCTBE IPYTUX
HBO usmenenus npu MP-CrieKTpoCKOIM OKa3bIBaIOTCS
HecrenupuyHbiMA [16].

[Tpu npoBeneHny quddepeHITNATBHON TUaTHOCTUKI
HBO B rpynHOM BO3pacTe clieayeT YIUThIBaTh, YTO MeTa-
OoJryecKre pacCTPOCTBAa MOTYT BO3HUKATH B PE3YJIBTATe
TUTIOKCUYECKUX M HWIIEMHYCCKUX ITOpaXeHMI Mo3ra
1 Y HeIOHOIIICHHBIX IeTelt BCIIEACTBIE HE3PEIIOCTH CTPYK-
Typ TOJIOBHOTO MO3Ta 1 MUHEPAJBEHOTO 0OMEHa, KOTOPBIE
3¢ GEKTUBHO KyIMPYIOTCS IIPH CBOEBPEMEHHOM JICUCHUU.

PanHue anunenmuyeckue 3xHyedanonamuu

MoHoreHHbIe BapyaHTbl PDD — rpynma Tsokesbix (hopm
SMWIeNcuid, MaHU(MECTUPYIOIIKX ¢ poXIeHUs 10 1-ro roga
xn3HU. CerogHs 3BecTHO 0osiece S0 MOHOTEHHBIX BapH-
AHTOB BTOM IPyILI 3a00neBaHuii [17, 18], OOTBIIMHCTBO
U3 KOTOPBIX SIBJISIIOTCS KaHAJIOMATUSMU, CBSI3aHHBIMU
C HapyIIeHreM (pYyHKIIMY MOHHBIX (HATPUEBBIX 1 KAJTUEBBIX)
¥ JINTaHI3aBUCUMBIX (TaMMa-aMWHOMACISTHASI KMCJIOTa)

KaHaJI0B HEMPOHOB KOPHI TOJI0BHOTO Mo3ra [19]. Cymopo-
I'M, KaK IIPaBWJIO, BO3HUKAIOT 03 BUIWMOI IPUYUHBI,
HO B psiIie ClTydaeB IIPOBOIIUPYIOTCS Turieprepmueii. [1po-
rpeccupoBaHe CYIOPOT IIPUBOIUT K BEIPAsKEHHO 3a11ep-
JKKe TICUXOMOTOPHOTO Pa3BUTHS U MOSIBICHNIO 09arOBOM
HEBPOJIOTUYECKON CUMIITOMATUKA B BHAEC MBIIICYHON
TUTTOTOHUHY, CMEHSIOIICHCS CIIaCTUKOM, aTAKCUU, TUCKH-
He3uu. [Ipy MPT rojoBHOro Mo3ra BbISIBISIIOT HECTIEL-
(pmaeckue mpr3HAKY aTPODUIECKIX ITPOIIECCOB B MO3XKEU-
K€ W OOJIBIINX ITOJYIIAPUSIX, THITOIIA3USI MO30JHUCTOTO
TeJla ¥ YBeJIMICHNE Pa3MePOB BCEeX YEThIPEX XKeJTyI0UKOB.
Ha snekrposnnedanorpamme (B3I perucrpupyercs
MaTTepH <«BCIIBIIIKA—yrHeTeHne». B 75 % ciayyaeB POD
TpaHnchopMuUpyloTcs B cuHapoM Becta, 1 Torga Ha D3OI
TOSIBIIACTCS crielraecKast TurcaputMus. Bee cocrosi-
HUSI U3 3TOM TPYMIIBI XapaKTePU3YIOTCS TSKEJIBIM IIPO-
TPECCUPYIOLIUM TEYEHUEM CYIOPOT, PE3UCTEHTHBIX K Te-
panuy aHTUKOHBYJIbcaHTaMH. CUMTAeTCsI, YTO CaMBbIi
yacThIi TUIT PDD, Ha M0JIf0 KOTOPOTO MPUXOIUTCS OoJiee
50 % Bcex ciyyaeB MOHOreHHBIX PDD, — cunapom JIpase
(PDD 6-ro Tuma), oOyCJIOBIEHHBII MyTaLUSIMU B TeHE
SCN1A[20]. AuddepeHMpoBaTh FTeHETUYECKIE BapraH-
THl PO Ha KIIMHWYECKOM 3Talle KpaiiHe ciaoxHo. [1po-
THO3 MOYTH BCeTIa HeOIaronpusITHBINA. Jlaxke ecimm ymaercst
IOOMTHCS KPaTKOCPOYHOM peMUCCHUH CYIOPOT, Y peOeHKa
COXpaHsIeTCS TPyOast 3a1epxKKa IICUXOPEUEBOTO Pa3BUTHSL.

Mo6poKkayecmBeHHble HEOHAMaNbHbIe cyaoporu

u theGpunbHbie cypoporu

B rpynmHOoM Bo3pacTe MaHU(ECTUPYIOT TaKKe 3 TeHe-
THYECKNX BapHaHTa JOOPOKAYECTBEHHBIX MOHOTCHHBIX
CYIOPOT C ayTOCOMHO-TOMMHAHTHBIM TUIIOM HacJIeIoBa-
HUsI, 00YCIOBJICHHBIX MyTallUsSIMU B TeHax AByx K*- 1 ox-
Horo Na*-KaHaJIOB HEMpPOHOB KOPHI TOJIOBHOTO MO3Ta.
AdebpriibHBIe (POKaTBbHBIE KIIOHWMYECKHUE UIY TeHepaii-
30BaHHBIE TOHUKO-KJIOHWYECKHNE CYIOPOTHM BO3HUKAIOT
Ha 2—8-11 IeHb XN3HU 1 HE COTIPOBOXIAIOTCSI IIOSIBJICHM -
€M 0YaroBOil HEBPOJIOTMIEeCKOM cumirroMatuku. Ha 33T
HE PETrUCTPUPYETCS SIMHAKTUBHOCTH, IICUXOMOTOPHOE
pa3zBuTHe He cTpamaeT. Cymopory caMOCTOSITEIBHO TIPO-
XOIAT K 12-My MecsIry.

OTHOCUTENIBPHO JTOOPOKAYECTBEHHBIM TCUCHUEM Xa-
pakTepu3yIOTCs U HACIeICTBEeHHBIE (PeOPIITBHBIEC CYIOPO-
ru [21, 22]. OHM BO3HUKAIOT B BO3pacTe OT 5 MeC IpH I10-
BBIIICHUN TEMIIEPATYpPHI TeJa M OTCYTCTBUH WH(EKIINU
U TPaBM TOJIOBHOT'O MO3Ta, MOTYT CaMOITPOM3BOJILHO HC-
4ye3aTh K 6 rofaM Wu MepexOnUTh B reHepaain30BaHHbIE
TOHMKO-KJIOHIYEeCKHE cynoporu. [IcmxoMoTopHOe pa3BuTHe
pebeHKa, KakK MpaBmiIo, He cTpanaeT. CeromHs MaOeHTU (M-
LIMPOBaHbI 6 TEHOB, OTBETCTBEHHBIX 32 BOSHUKHOBEHUE (ed-
PWIbHBIX CYIOPOr U ellie 6 TeHOB TOJIbKO KApTHPOBaHkI [23].

MoHorenHble CUHAPOMbI, CONPOBOKAAIOWUECS CY0poraMu
H3BectHO Gomnee 50 HaAceACTBEHHBIX MOHOTEHHBIX
CUHIPOMOB, COINPOBOXAAIOIIMXCS smuiernicueii. Yaie
BCETO CYJOPOTY BO3HMKAIOT ¥ OONBHBIX C CMHAPOMaMU
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Petra, Aiikapau—IyTeepeca, Cmuta—JIlemmi—Onuia, Ko-
5Ha 1 Ap. [24, 25]. BoabIIMHCTBO neTeil ¢ MOHOT€ HHBIMU
CHHAPOMaMU UMEIOT XapaKTePHBIN (DEHOTHUIT, M yCTAHOB-
JICHUEe IVarHo3a B 3TOM CiIydae HecJaoxHo. Hekotopnie
CHHAPOMBI BCTPEUAIOTCS KpaifHe PeIKO U MPeaCTaBICHBI
JINITb eIMHUYHBIMU ONUCAaHMSIMU B juTeparype. Claox-
HOCTh BO3HUKAeT B CJIyJasx, Korga (peHOTUN peOeHKa
COOTBETCTBYET OTHOBPEMEHHO HECKOJIbKUM KIMHUYECKU
CXOXMM 3aboJjieBaHUSIM, U Torga auddepeHIraaIbHas
JIMarHOCTMKA BO3MOXHa ToJibko ¢ momoibio JIHK-uccne-
moBaHUS. K TOMy K¢ KIMHUILIMCT MOXKET CTOJKHYTHCS
C TPYIHOCTSIMM BepU(PUKAINNI HO30JIOTUICCKON (DOPMBI
Ha KJIIMHAYECKOM 3Tarle y HeIOHOIIEHHBIX IeTei B CBSI3U
C HETIOJIHOCTBIO C(DOPMHUPOBAHHBIM (DEHOTHUIIOM.

[NostBIeHME Cymopor B TPYTHOM BO3pPAcTe OIMMCAHO
Takke TIpu 40 TeHETUIECKUX BapraHTaX N30 IMPOBAHHOM
MOHOTEHHOM YMCTBEHHOI oTcTasoctu [26, 27], KoTtopast
BO3HMKAET 0€3 BUAMMOM IIPUIUHBI U HE COTTPOBOXKIACTCS
3aIepKKOI TEMIIOB paHHETO MOTOPHOTO Pa3BUTHSI, OYa-
TOBOM HEBPOJIOTUIECKOI CUMITTOMATHUKOM U TTOpaXXeHUEM
BHYTPEHHUX OPTAaHOB.

MoHoreHHble BpoXAeHHbIe NOPOKU pa3Bumus

roNoBHOIo Mo3ra

[MprmumHOI >HMJeIICMM Yy AeTeil paHHEro BO3pacTa
MOTYT OBITh BPOXICHHBIC ITOPOKU PAa3BUTHSI TOJIOBHOTO
MO3ra, TaKe KaK MUKpoledas, TOI0Ipo33HIIehaIus,
JccaHIedannst, KOpTUKAIbHAS TUCIUIA3Ms, TUapolieda-
JIST, TIOP3HIIe(haIrsl, YaCTh U3 KOTOPHIX MMEIOT MOHOTEH-
Hylo Tipupony. MaeHTnduumpoBaHbl 18 reHeTMUYeCKMX
BapMaHTOB MUKpoledanun, 11 BapruaHTOB TOJIOIPO3IH-
nedanum, 11 BapmaHToB JTUCCOIHLIEDaTUN 1 8§ BApDUAHTOB
KOPTUKaJIbHOM nucriasuu [28, 29].

JMarHoCcTrKa 3THX ITOPOKOB Pa3BUTHSI IIPOCTA 1 OCHO-
BBIBACTCS Ha aHAJIM3€e pe3ysbTaToB npoBeneHuss MPT ro-
JIoBHOTO Mo3ra. OmHAaKO YCTaHOBJICHHE T€HETHIECKOTO
BapHMaHTAa SBJISICTCS CIIOKHOM 3amadeil B CBSI3H C CYIIECT-
BOBaHMEM I€HETHYECKOM reTepOreHHOCTH.

XpomocoMHbie CUHAPOMbI, CONpoBOKAAIOWLECA

cynoporamu

MHoTHe XpOMOCOMHBIC HAPYIICHUS, B TOM YHCJIe
MUKPOCTPYKTYPHBIC, aCCOIIMMUPOBAHBI C BPOXICHHBIMU
IMOPOKaMHM Pa3BUTHS TOJIOBHOTO MO3Tra, KOTOPBIE MOTYT
MMPUBOINT K BO3HUKHOBEHMIO cymopor. K Hacrosmemy
BpeMeHHU omnrcaHbl 6oiee 500 XpOMOCOMHBIX aHOMAJIHIA,
acCOIMUPOBAHHBIX C HapylneHneM DI -TmaTTepHa U cy-
nmoporamu [30]. JleTM ¢ XpOMOCOMHBIMM CHHIPOMaMU
YacTO POKIAIOTCS C HEOOJBIIION MAaCCOM Tejla 1 MHOXKECT-
BEHHBIMU MaJIBIMM aHOMAJIMSIMU Pa3BUTHS /WM TTIOPO-
KaMHM pa3BUTHS 2 1 00JIee OpraHOB WIIM CUCTEM. 3aepiKKa
Pa3BUTHUS OOBIYHO OTMEYAETCS C POXKICHUS M YacTO CO-
IIPOBOXKIASTCST MBIIIIEUHOM rumoToHuel. [1pr HEeKOTOpHIX
XPOMOCOMHBIX TTePECTPOITKaxX MOXKHO BBIIEINTh XapaKTep-
HbI (DEHOTUTT, HATTPUMED TIPU AeJIEIUY KOPOTKOTO TuIeda
XpoMocoMsbl 4 (cuaapoM Boasda—XupimxopHa), MUKpO-

IeJAeIn KOPOTKOTO IuIedya XPOMOCOMBI 17 (cHMHApOM
Munnepa—/qukepa), MUKPOAENEUUN JJITMHHOTO ILIeya
XpoMocoMBbl 15 (cmHOopom Anrensmana) [31—33], HoO
B OONBIIMHCTBE cilydaeB (PeHOTHUIT HecrenyduieH. Be-
pUUIIMPOBATH XPOMOCOMHYIO ITATOJIOTHIO MOXHO IIUTO-
TEHETUYECKUM METOIOM, HO TP MAaJIBIX pa3Mepax IHC-
OaraHca HeOOXOIMMO ITPOBEACHHE MOJEKYISIPHOTO
KaprOTHIIA (XpOMOCOMHOTO MHUKPOMATPUYHOTO aHAJIN3A).
JleyeHre SMMICTICUM TIPU XPOMOCOMHOM IIaTOJIOTUH
CHMITTOMaTHYECKOEC.

3akniouenue

Takum 00pa3oM, TPUINHBI BOSHUKHOBEHHS CYIOPOT
B TPYIHOM BO3pacTe MHOTOOOpa3Hbl. OqHAaKO HEOOXOMMMO
YYHUTBIBaTh TOT (baKT, YTO 3HAYMMBIA IPOILICHT CIIy4acB
3a00JIeBaHUSI UMEET HACICACTBEHHYIO TIPUPOIY U TSI UX
IUAaTHOCTUKM TPeOyeTCs MCITOIb30BaTh CIIeU(pUUIECKIe
OMOXUMUYECKIE M MOJIEKYISIPHO-TeHETUYECKIE METOIBI
uccienoBanus. B psge ciiyyaeB manbHeMIass TaKTHMKa
JICYCHMST MOXET 3aBUCETh OT YCTAHOBJICHHOTO IMArHo3a,
0COOEHHO TIPU HEKOTOPHIX BPOKACHHBIX AedeKTax MeTa-
0os3Ma, I KOTOPBIX pa3padoTaHa 3¢ GeKTUBHAS ITaTO-
TeHeTHYecKasl Tepanusl. B IpoBeaeHUN TeHEeTHMYEeCKOTO
0o0ciIemoBaHUsI HYXIAOTCS BCE IETU C PE3UCTEHTHOM
K Teparuy SIUJIeTICHeit, 0COOEHHO eCIIH IeOI0TY CYITOPOK-
HOTO CHHApPOMA IIPEOIIeCTBOBAI IEPUOA HOPMAJIbLHOTO
pasButus. [Tomumo DBI-MoHUTOpUHTA BRITIONHSII0T MPT
TOJIOBHOTO MO3Ta TSI NICKITIOYCHUS BPOKIEHHBIX IIOPOKOB
pazButus. Kpome pyTMHHOro aHajim3a KpOBU U MOYU
C ompeneIcHNEeM YPOBHS KETOHOB ITOKa3aH OMOXUMMYIE-
CKMI1 aHAJI3 KPOBU C OLICHKOI YPOBHEM TJTIOKO3HI, TIeUe-
HOYHBIX (PepMEHTOB, IIEJIOYHOM (octaTa3bl, KpeaTHHKH-
Ha3bl, [IepyJI0IIa3MIHA, JJaKTaTa, aMMHUAaKa 1 3JIEKTPOJIUTOB
(xamp1iust, Maraus, Meau). OTHOBPEMEHHO BBHITTOTHSIOT
TaHIEMHYIO MacC-CIIEKTPOMETPUIO KPOBH ¥ MOYH B IIETISIX
oIpele/iecHUs] KOHIIEHTPAIIUM OPTaHWYECKUX KHCIIOT.
[Ipu mogo3peHnM Ha MIepPOKCUCOMHBIC 0OJIE3HN aHATIN3H -
PYIOT YPOBEHBb OUCHB JUNIMHHOIEITOYCUHBIX XKUPHBIX KHC-
JIOT, a Ha 00JIC3HN HAPYIICHUs TTMKO3MINPOBAHUS AC-
TPOTJIMKAHOB — YPOBHU (hepPUTUHOB U TPaHC(HEPHHOB.
Ecnu OomoxmMmyeckmii nedeKT yCTaHOBJICH, NTMArHo3
TOATBEPXKIACTCS MOJICKYISIPHO-TeHETUICCKIMH METOIA-
MM, HallpaBJICHHBIMM KaK Ha aHAJIN3 MyTallul B OTIACTb-
HBIX T€HaX, TaK ¥ Ha TIPOBEICHNE MYJIBTUTCHHOTO MCCIe-
moBaHus. B HacTosimee Bpems pa3paboTaH W aKTHUBHO
BHEAPSIETCS B IIPAKTUKY TEHETHKOB M HEBPOJIOTOB METO]T
CEeKBEHNPOBAHMS HOBOTO ITOKOJICHUSI, KOTOPBI ITO3BOJISI-
€T BBITIOJTHSITH OMHOBPEMCEHHBIM aHAIN3 MyTalluii B He-
CKOJIBKMX COTHSIX MJIM JaXKe ThICSJax reHoB. Bo3MOXHO
TIPOBOINUTHh CEKBEHUPOBAHUE 3K30HOB BCEX M3BECTHBIX
Ha CETOIHSIITHUI IeHb T¢HOB, OTBETCTBEHHBIX 32 BOZHUK-
HOBeHHME 3a00JIeBaHU ONpeneIcHHON TpymIbl (HAIIpH-
Mep, HBO) miu Tex, B CHMITOMOKOIUIEKC KOTOPBIX BXO-
INT KOHKPETHBIM CUHAPOM (HAIlpUMEp, CYIOPOTH).
HMcnonp3oBaHmMe 3TOTO METOIa MTO3BOJISIET CYIIECTBEH-
HO CHU3HWTb BpeMEHHBIC W 2KOHOMMYECCKHE 3aTPATHI
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Ha IMArHOCTUKY OTIEIbHBIX MOHOTCHHBIX 3a00JIeBaHUI
U TEM CaMBIM TTOBBICUTH €€ 3 (PEeKTUBHOCTD.

[Tpu momo3peHUM Ha HATUYKE Y peOeHKA XPOMOCOM-
HO¥1 TTaTOJIOTUY AUATHOCTUICCKUI TTOMCK MOXKHO HayaTh
C WCCIIENOBAaHMS KapUOTUIA C MCIIOJIb30BaHUEM TU(-
¢epeHIIMaTbHOTO OKpaIlIuBaHUSI XpoMocoM. OTHAKO OT-
CYTCTBHE IIaTOJIOTMM IIPU IIPOBEICHUM CTaHOAPTHOTO
IIMTOTEHETUIECKOTO aHaJIN3a He IO3BOJISIECT ITOJHOCTHIO
HUCKITIOUNTH IUATHO3. DTO CBSI3aHO C TEM, YTO 3HAUUTEIThb-
HOE YHMCJI0 XPOMOCOMHBIX TIEPECTPOEK IIPeACTaBJICHBI
MUKPOIETICIIUSIMA ¥ MUKPOIYTUIMKAITUSMU, pa3Mep KOTO-

pBIX He TIpeBhItaeT 10 MITH ap HyKi1eoTumoB. O0HApYKUTh
TaKyl0 MEPEeCTPOMKY MOXKHO TOJBKO IIPW BBHIITOJHECHUN
MOJICKYJIIPHOTO KapUOTUITMPOBAHUS (XPOMOCOMHOTO MU~
KPOMAaTPUYIHOTO aHAJIN3a).

TakuMm oOpa3om, yTouHeHHe IMarHo3a peoeHKy ¢ MJla-
JIEHIECKO SIMMIICTICUEH TIO3BOJIUT IPOTHO3MPOBATH XapaK-
Tep TedeHUsT 3a00JIeBaHMSI, CBOEBPEMEHHO HA4YaTh ITaTOTeHe-
TAYECKYIO Tepanuio (eI TAKOBasl pa3paboTaHa), TOBBICUTh
3((PEKTUBHOCTh MEIUKO-TCHETHUYECKOTO KOHCYIBTUPOBA-
HUSI, HAIIPaBJIECHHOTO Ha MPOGUIAKTUKY BO3ZHUKHOBEHMUS
TIOBTOPHEIX CITy4aeB 3a00JICBAaHMS B OTSTOIIICHHOM CEMbE.
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