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PE3HOME

B HOBOII Knaccuukaumm anunencuin, NpeanoXxeHHon MexayHapoaHOoW NPOTUBOINUAENTMYECKO nuron B 2017 r., peko-
MEHA0BaHO OTHOCUTb MANONATUYECKNE SMUNENCUN K TEHETUYECKNM, a CaM TEPMUH «UAMONATUYECKNIA» NPU3HAH YCTapeB-
M. B cBI3K ¢ aTUM NosiBMNIach TeHAEHLNS Ha3blBaTh (DOPMbI 3NUENCUM, paHee 0603HAYaBLUNECS KaK WAKONATUYECKMe,
reHeTudeckumn. OgHaKo namnonaTu4eckne MUAENCUN ABARKOTCA TOSTbKO YacTblo reHeTU4eckux. Opyrumu rpynnamm, o6y-
CIOBJIEHHbIMW AAHHOIA 3TUONOr e, ABNAOTCA MOHOMEHHbIE 3aNuUAencum (Hanpumep, cuHApPom [pase) n CMMNTOMATUYeCKMe
3NUNENCUK NPU UHbIX TEHETUYECKN AETEPMUHMPOBAHHbIX CUHAPOMAX (Hanpumep, Npu aeduumte 6UOTUHNAA3bI NN Helipo-
HaNbHOM LIepOUAHOM NUNOYCLNHO3E). PaznuyaTtb TpU rpynnbl FEHETUYECKON 3NUAeNcum Heo6X0AMMO He TOSIbKO Mo npu-
YHE UX Pa3HOro TEYEHMS, HO 1 B CBA3M C TEM, 4TO NPU HEKOTOPbIX MOHOTEHHbIX hOpMaX BO3MOXHO crneunduyeckoe neye-
Hue. B cTaTbe NpuBeeHbl OCHOBHbIE KPUTEPWUM PA3fiMyns aTUX rpynn.

KNHYEBbLIE CJIOBA

leHeTMYecKas aNuNencus, ANoNaTMYeckasn anuencus, MOHOreHHas anuIencus, reHeTUYecK 4eTEPMUHIPOBAHHbINA CUH-
ZPOM.
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SUMMARY

According to the new classification of the epilepsies proposed in 2017 by The International League Against Epilepsy, idiopathic
epilepsies are recommended to refer to genetic epilepsy, suggesting to consider the term “idiopathic” as outdated. In
connection with this, a tendency arose to refer forms of epilepsy previously called “idiopathic” as genetic epilepsy. However,
idiopathic epilepsy constitutes just a part among genetic epilepsies. The other groups resulting from this etiology are
monogenic epilepsies (e.g., Dravet syndrome) as well as symptomatic epilepsies due to other genetically determined
syndromes (e.g., biotinidase deficiency or neuronal ceroid lipofuscinosis). The distinction between the three groups comprising
genetic epilepsy is important not only due to difference in related etiology and course, but also because specific treatment in
some monogenic forms might be possible. Here, the major criteria for distinguishing between such epilepsy groups are
presented.
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BBEJEHHE / INTRODUCTION

B HOBOI Knaccudukaunmu anunencuii, NpeanoxxeHHon
MexXayHapoAHOW NPOTMBO3NUNENTUYECKONA JIMFON (HTN.
International League Against Epilepsy, ILAE) B 2017 . [1, 2],
PEKOMEHA0BAHO OTHOCMTb WAMONATUYECKWE 3JNUNencumn
K TEHETUYECKMM, a Cam TepMUH «MANONATUHECKUA» Npu-
3HaH yCTapeBLLIMM. 3TO NPUBENO K TOMY, YTO MHOT1 € HEBPO-
noru v gake 3aNUNenTonork ctanu HasbiBatb OPMbI 3MNN-
nencuu, paHee 0603HaYaBLINECA KaK wWauonaTuyeckme, —
reHetmdeckumn. Ho ato He coBcem BepHO. Manonatuye-
CKMNe dMUNencun, Knaccu4ecKUMmn npeacTaBuTeNIaMm KoTo-
PbIX ABAATCA «pPONAHANYECKANA» N «aBCAHCHAN», ABNAKOT-
CA TOMbKO 4aCTbl0 FEHETUYECKWUX anunencui. Lpyrumu
rpynnamu, 06yC/IOBNIEHHbIMI OAHHOW 3TUONOrMen, ABNs-
I0TCH MOHOrEeHHble 3nuiencum (Hanpumep, WKUPOKO W3-
BECTHbIN CMHAPOM [paBe) n CMMNTOMATWYECKNUE 3nunen-
CUWM MPU WUHbIX TEHETUYECKN AETEPMUHWPOBAHHBIX CUH-
apomax (IOC). TunnyHbIMKU NpumepaMm NOCAeAHUX MOTYT
CNYXWUTb anunencuu npu aeduunte 6UOTUHMAASHI UK
HEeNpOoHaNIbHOM LIEPONAHOM NNOGYCLMHO3E.

PasnuyeHmne aTux Tpex rpynn reHeTn4eCcKon annnencum
HEOOXO0AMMO HE TONbKO B CBA3M C UX Pa3HbIM TEHEHNEM, HO
1 B CBA3MN C TEM, 4TO NPU HEKOTOPbIX MOHOTEHHbIX (DOPMaXx
BO3MOXHO Crneundu4eckoe naToreHeTUYecKoe JieyeHue.
OcobeHHO akTyanbHa 3Ta npobnema cenyvac, Korja Lmpo-
KO 06CYy>X[aeTcsi NPOEKT KJIMHWYECKUX PeKoMeHZauuni
«3nunencus n anuIenTUYeCKNin cTaTyc y B3POC/bIX U Ae-
Ten» [3], B KOTOPOM Take AOMYCKaeTCa CMeLleHne Tep-
MUHOB «UANOMNATUYECKNIA» U «TEHETUHECKUIN».

KPUTEPUU PA3/INYUA TPEX I'PYIIII
TEHETUYECKOM DIIUJIEIICUH / CRITERIA
FOR DISTINGUISHING BETWEEN THREE
GROUPS OF GENETIC EPILEPSY

[laHHY0 TEPMUHONOIMYECKYH) HETOYHOCTb MOXXHO
CPaBHUTb C [PYrol, XOpOLIO M3BECTHOW HeBposioram
«OMUCKON», KOrAa OAHA W3 FPynn MEHUHIUTOB 0603Hava-
nacb KakK «Cepo3Hble (BUPYCHbIE)», CO3aBas JIOXKHOE Be-
YyaT/ieHne, 4TO0 «BCe CEPO3HbIE MEHUHTUTbl — BUPYCHbIE».
KOHEYHO, MPaKTUKYHLLNE HEBPONOri 3HAKT, 4TO CEepo3-
Hble MEHWHTUTbl MOTYT BbI3bIBATbCA WU APYruMU BO36YyaN-
TENAMU, HO ANA HAYNHAKOLLMX Bpa4yei 3Ta TePMUHOSIOrnYe-
ckas nyTaHuMua MOXeT C034aBaTb [MarHOCTMYecKue
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npo6nembl. Tak U B AAHHOM Cry4ae npuMeHeHne 0606-
WEHHOr0 TepMWHA «TeHeTU4eckas 3nuiiencus» BMeECTO
0603Ha4Y€HNSI KOHKPETHOW Trpynnbl MOXET MNPUBOAUTH
K owmbkam B nnaHe 06cnenoBaHus, onpedesnieHnn npo-
rHo3a 1 BbI6Ope Tepanuu. B CBSA3W C BbILLIEN3NTOXEHHbIM
NnpeAcTaBNAeTcs KpanHe BaXKHbIM MOMbITaTbCA BbIAENUTb
KpuTepum pasnnyms atux Tpex rpynn. OCHOBHbIE NYHKTbI
pas3nuynii npecTaBneHbl B Tabnuye 1.

Kak 1M3BECTHO, TEPMUH «MANONATUYECKNA» 06pa30BaH
OT rpeyeckux cnos idios («CBOM») 1 patos («nNaronorma»).
OH npumeHsieTca Ans 0603Ha4eHns 60ne3HEN, BOSHUKALO-
LMX KaK Bbl «camu N0 cebe», 663 ABHON BHELLIHEN NPUYMHbI.
Takne 3a60neBaHNA HEPeLKO Ha3blBAOT MyNbTUGAKTOPU-
anbHbIMW, T.6. 60NIE3HAMM C MOJSIMTEHHOW HACNIE4CTBEHHON
NPeapacnonoXeHHOCTbO, peann3yemMoiln npu AOencTBUU
(hbakTOpPOB BHELUHEN cpeAdbl. ManonaTnyeckas anunencus
Takxe onpegensetca ILAE kak 3a6oneBaHue ¢ «npegnona-
raemoin HacneacTBEHHON NPeLPacrnoNoKeHHOCTbO» (AHT.
presumed hereditary predisposition) [1, 4]. 3aecb He06x0-
OUMO clienaTb 4Ba YTOYHEHUS.

Bo-nepBbiX, TEPMWUH «NpeApPacnoOXeHHOCTb>» Mpej-
nonaraeT Hanuyue, Kak nNpaBuio, He MOHOTEHHOTrO0, a no-
NIMFEHHOr0 HacneoBaHWA, Koraa 60nbLlas UM MeHbLlas
CKJTOHHOCTb K Pa3BMTUIO 3a6051eBaHNA 3aBUCUT OT KOMOU-
Hauuy pasfinyHbIX NOMMOPGU3MOB UAN MyTauuii B pas-
HbIX reHax. Bo-BTOpbIX, BHELLHNE (DaKTOPbI, B T.4. NepuHa-
TanbHOe MNopaXKeHWe rofI0BHOrO MO3ra, BCErga BHOCAT
CBOV BKNaj B peasin3aunto HacneACTBEHHOro npegpacno-
NnoXeHns. B kayecTBe npuMepa MOXHO NPUBECTU KINHU-
4yeckoe HabJloAeHMe, ONMMCAHHOE HaMK paHee [5], B KOTO-
pOM Yy OAHOW M3 CECTEP — MOHO3UrOTHbIX ONU3HEL0B,
MMeBLIEl (DaKTOpPbl PUCKA MepUHATasbHOro MOpaXKeHus
MO03ra, pa3Bunacb pofiaHanyeckas anuencus, ay apyroan,
6€e3 TaKOBbIX (DAKTOPOB, BbIABMAINCHL TOJILKO J0OpPOKaye-
CTBEHHbIE 3NUNenTUdOPMHbIe NaTTEPHbI AETCTBA HA 3J1eK-
TpoaHuedanorpamme (93l) cHa.

CnoXXHOCTb 3aMeHbl TepPMIUHA «UANONATNYECKUA» XOPO-
LU0 BMAHA NO AMCKyccum BHYTpu pabodein rpynnsl ILAE no
pa3paboTke Knaccudukauum. XenaHue COXpaHUTb Ha3Ba-
HUEe «mamonatmyeckas reHepann3oBaHHAs 3nuUnencua»
(A3) 66110 TaK 3HAYMTENIBHO, YTO 3TOT TEPMUH CMeLnanbHO
0CTaBUNK A1 YeTbIPeX CUHAPOMOB 3NWUENcUn: AeTCKOI ab-
CAHCHOW 3nuJiencum, HOLWECKO abCaHCHOW anunencuu,
IOHOLLECKOI MWOKNOoHMYeckol anunencun (KOM3) n anu-
NEencun ¢ U30/IMPOBAHHLIMU FEHEPANTN30BAHHBIMI TOHWKO-
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TaGauua 1. Kpurepuu pasindus TPEX IPYIII I'eHETHYECKOM SIUIETICHH

Table 1. Criteria for distinguishing between the three groups of genetic epilepsy

Kputepuit / Criterion

Wpunonatuyeckue
(MynbTuthakTopuanbHbie)
anunencuu / Idiopathic
(multifactorial) epilepsy

MoHoreHHble anunencuu /
Monogenic epilepsy

CumMnTOMaTHYecKue anunen-
cum npu nHbix FAC /
Symptomatic epilepsies
in other GDS

OCHOBHOW TUN HacnefoBaHus /
Primary type of inheritance

MonureHHbiii / Polygenic

MoHoreHHbIn / Monogenic

MecTo anunenTu4eckoro
KJINHNKO-33M-CMHAPOMOKOM-
nnekca/ Site of epileptic
clinico-EEG syndrome

MOHOCMHAPOMHOCTb:
anunencus — eANHCTBEHHOE
nposiBfieHne 60ne3Hn /

A mono-syndrome: epilepsy
as a single disease
manifestation

MynbTUCMHAPOMHOCTb:
anunencus — sefyLiee
(HO He eANHCTBEHHOE)
nposiBfieHne 60J1e3HN y BCEX
60nbHbIX / Syndrome-based:
epilepsy is a lead (but not a
single) disease manifestation
in all patients

MOAMCMHAPOMHOCTL: anunen-
CUSl — OQHO N3 NPOSIBNEHUI
6051e3H1, BO3HMKAIOLLEE He

y BCeX 60MbHbIX / Syndrome-

based: epilepsy is one of
disease manifestations found
not in all patients

BospacT pe6rota / Age of
disease onset

3aBuMCUT OT POPMbI
anunencun / Related to form

Yalle B MnafeH4YecKoM Uy LOLWKOJIbHOM Bo3pacTe /
More often in infancy or preschool age

Main treatment

AEDs, diet (ketogenic etc.),
immunotherapy

of epilepsy
MeaMKAMEHTOSHAS dapmMaKope3nNCTEHTHOCTb C He6NaronpuUATHbIM MPOrHO30M
[peo6napatowias guHamuka / 4N KOTHUTWBHOTO Pa3BUTKSA, @ MHOTAA U ANS XKU3HKW /
Prevailing dynamics pemuccns / Drug-based Drug resistance with unfavorable prognosis for cognitive
remission development or even life
AQJI, oneta (keToreHHas Bo3moXxHO cneunduyeckoe
OcHoBHOE neveHue / A3M/ AEDs n ap.), MMyHoTepanus / naToreHeTU4eckoe ne4vexune /

Specific pathogenetic
treatment is possible

Hpumeuanue. I7]C — zenemuqecku 0emepmuruposanivle curopomul; I — anekmposnvepanozpagdudeciuis;

ADI — anmusnunenmuveckue npenapame.

Note. GDS — genetically determined syndromes; EEG — electroencephalographic; AEDs — antiepileptic drugs.

KnoHuyeckumu npunagkamu [1]. MpuHuMnuanbHeiM OTAN-
4YEM MLMONATUHECKMX (DOPM OT LPYTMX rPynn reHeTU4ecKom
3NUNENcun ABNAETCA TO, Y4TO LS WX MOATBEPXKIEHUS HET
HE06X0AMMOCTM B MOJIEKYNIAPHO-TEHETUHECKOM TECTUPOBA-
HUW, T.K. KOHKPETHbIE MyTauuu 06bI4HO HEW3BECTHbI, 4YTO
nogyepknsaertca faxe B cratbe |.E. Scheffer et al. [1]. Qua-
FHO3 CTABUTCA HA OCHOBAHMW TUMUYHOMO ANA KaX Aol dhop-
Mbl KIIMHNKO-33-CUHAPOMOKOMMIEKCA 1 cHOpa CEMENHOTO0
aHamMHe3a C BbISIBNIEHNEM POACTBEHHUKOB CO CXOAHLIMM
cumnTomamu. AHannu3 Xxpomocom u cekBeHupoBaHue OHK
NPOBOAAT TONbKO NPW aTUMNYHON KAPTUHE LNA UCKIOYEHUS
CUMNTOMATUYECKMX TEHETUYECKUX hopm anunencum. Mpu
NeYeHU namonaTu4eckux anuencuil, Kak npasuno, ynaet-
cA NOGUTHCH MEAWKAMEHTO3HOM PEMWUCCUM, XOTS Tepanus
AHTUKOHBYNIbCAHTAMU B HEKOTOPbIX Cly4asax (Hanpumep,
npu FOM3) MoXeT NPOLOMKATLCA NPAKTUYECKMN BCH XKN3Hb.

«ACTUHHBIE> TEHETUYECKHUE ®OPMbI
SIUJIEIICUH / “TRUE” GENETIC FORMS
OF EPILEPSY

Mepexoas K KPaTKOW XapakTepuCTUKE «UCTUHHbIX» re-
HETUYECKUX (XPOMOCOMHbIX U MOHOTEHHbIX) (DOpM 3nu-
nencum, HeobxoAMMO OCTaHOBUTLCA HA BAXXHOCTW UX PaH-
Hel AnarHoctuku. MHorme pogmTenu 60nbHbIX anNunencuen
JeTei, a NHOTAA W Bpadn, CYUTAIOT, YTO BbISBNATL FEHETU-
4eCKune NpPUYMHbI 60J1E3HU HE UMEET CMbICIA, T.K. «BCE paB-
HO NOMOY4b HEeNb3s». APrYMEHTbI B 3aLMTY 0653aTeSIbHOro
NPOBELEHNs CrneunanbHbIX NCCNeA0BaAHUIA NPU Maneiwem

anunencus n NapokcnamMasibHble COCTOSAHUS

MOAO3PEHNN HA HACNEACTBEHHYI MaTONOrN0 MOXHO pas-
LeNNTb Ha TpW rpynnbl: «Ana pebeHka», «4nsa poanTene»
N «4ns cubcoB». [IMarHoCcTMKa KOHKPETHOrO MOHOMEHHOI0
3aboneBaHns BaXxxHa asid 60/1bHOr0 anusencueil, NOCKOMb-
Ky 9T0O AaeT BO3MOXHOCTb HE TONbKO BblOPaTh afieKBaTHbIN
AHTUKOHBYJIbCAHT, HO 1 B HEKOTOPbIX C/y4asnX Ha3Ha4UTb
cneyumunyeckoe natoreHeTM4eckoe JiedeHme (Hanpumep,
6VOTUH Npu aeduunte 6UOTUHNAA3LI). TOYHOE BbISIBNEHNE
MPUYNHBI ANUNENCUI NO3BONAET POAUTENSAM 0TKa3aTbCA OT
HEHY)XHbIX 06CNef0BaHNiA, y3HaTb NPOrHO3 3a60neBaHNs
1 nMnaHMpoBaTb 00y4eHue pebeHka. HakoHel, makcumanb-
HO paHHAA AMArHOCTUKA TFEeHETUYECKWX aHOManuin aaet
BO3MOXHOCTb 136€XXaTb MOBTOPHOr0 POXAEHWUSA AeTen
C TaKOW Xe NaTonornei B 04HON CEMbE, YTO, K COXaNEHHIo,
BCTPEYAETCA Y HAC HEePeaKo.

[na noaTBepXAeHNs «UCTUHHOM» TEHETWYeCKOW 3nu-
nencuu, B 0TAUYME OT uamonaTnyeckmnx opm, o6sa3atenb-
HO NPOBEJEHNE XPOMOCOMHOI0 M/UInN MONEKYNSPHO-TeHe-
TUYeCKOoro uccniegoBanms. Mpyu XpoOMOCOMHON NaToNornm
ONTUMaNEH XPOMOCOMHbIA MUKPOMATPUYHbIA aHann3 (Mo-
NeKynApHOe KapnoTUNMPOBAHWE), @ NPU TEHHOW — CEKBEHN -
pOBaHNe 3K30Ma: NOSTHO3K30MHOE WK MO NaHeSIAM reHOB,
MyTaunu KOTOPbIX MOTYT NPUBOAUTL K anunencun. Kave-
CTBEHHO MpPOBEJEHHOE MOJIHOFEHOMHOE CeKBEHWPOBaHUE
[aeT BO3MOXHOCTb BbISIBUTb MPUYUHY JOObIX FEHETUYe-
CKNX HapYLIEHWNIA: KaK XPOMOCOMHbIX, TaK 1 FeHHbIX, BKJTO-
4as naTosiorMi MUTOXOHAPManbHOR JHK.

MoHoreHHble anunencun (Hanpumep, cuHapom [pase),
COCTaBNAOLLME BTOPYHO TPYNNY FEHETUYECKUX AMUIIENCUiA,
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pacnonoXeHbl Kak 6bl MEXAY UAMONATUYECKUMMN (MYNbTU-
hakTopManbHbIMM) U CUMNTOMATUYECKUMU hopMami, T.K.
MUMEKT 06LWMe YepTbl 1 C TEMWU U C Apyrumu. Yauie nx ot-
HOCAT K MAMONaTU4eCcKMM PacCTPOMCTBAM, YTO OTPAXKEHO
11 B HaWen paHee ony6nukoBaHHoii pabote [6]. OaHako, y4u-
TbiBas 0CO6EHHOCTW AMArHOCTUKM W NPOrHO3a AAHHOI rpyn-
Mbl, UX NPaBUSIbHEE HA3bIBATb «MNCEBLONANONATUYECKUMU»,

Bo-nepBbiX, MOHOrEHHbIE 3NWNENCUN Henb3d paccma-
TPUBATb KAk 4acTb 60JIe3HeN ¢ HaCNeACTBEHHON nNpeapac-
MOJIOXKEHHOCTbIO, NPN KOTOPbLIX AONONHUTENbHbIE (DAKTO-
Pbl BHELWHEN cpelbl ABNSAOTCA 0653aTeNibHbIMK. /I3BECTHO,
4TO MPU Pa3HbIX MyTaLUSAX OAHOTO M TOrO Xe reHa MoryT
BO3HMKATb pas3nunyHble 3a60neBaHus, 4To 0603Ha4aeTcs
Kak (beHOTUNMUYECKas annesibHas reTeporeHHOCTb. Tak,
Hanpumep, CNeKTP NposBfieHNA MyTauni rena SCN7A npo-
CTMpaeTcs 0T PamMuUNbHON reMUNNErnYeckoin MUrPeHn Ao
TUNMYHOTro cmHapoma [pase. OgHako 3TOT peHOTUNNYE-
CKUIA MONUMMOPAU3M CBSI3aH C Pa3/IMYHOA 3KCMPECCUBHO-
CTbH0 MYTAHTHOIO reHa, 06yCIOBNEHHOMO, NMPEeXAe BCEro,
TUMOM MyTaUWUmn 1 BNAHUEM APYTUX 4acTen reHoma, a He
BHELUHeCPea0BbIMU (hakTopamu.

Bo-BTOpPbIX, XOTS 3anunencus SBNSeTCS BeAYLWUM CUH-
OPOMOM Yy BCeX 60JIbHbIX MOHOrEHHbIMU 3NUIENCUAMN,
OHa HMKOTAA He O6biBAET eAUHCTBEHHbLIM MPOSBIEHUEM.
Bcerpa HabnogaTcs KOMOPOUAHbIE PACCTPOMCTBA, Hallle
BCEro KOTHUTMBHbIE, KOTOPbIe MOryT MNepcucTUpoBaTh
Jaxke nocsie KynupoBaHns CO6CTBEHHO 3NUNENTUYECKOro
cuHgpoma. Ecnu npu npmonatuyeckom anunencunm npu-
3HaKKN «cnaboymmsi» MOTyT BO3HWUKATb TOMbKO B pamkax
«3NUNENTUYECKO dHLedanonatum», T0 34ecb JOMUHUPY-
eT «3Hueanonatmsa pa3BuTnsa», CTeNEHb BbIPAXKEHHOCTH
KOTOPOW 3aBMCUT OT OCHOBHOIO FEHETUYECKOro 3abosieBa-
HUA, a He 0T 0CO6EHHOCTEeN TeveHms anunencuu [1].

MOXHO CKasaTb, 4TO «UCTWUHHbIE» WAMONATUYECKNE
anunencun o6ycnoBneHbl NATONOrMen MHOTMX FeHOB (NO-
NUreHHOe HacneaoBaHue), HO NPOSIBNATCA OAHUM CUH-
ApOMOM, a «nceBgouanonaTnyeckne» (MOHOreHHble) CBSI-
3aHbl C MyTaLMein 0HOr0 reHa, Ho MPOSABAAOTCA MHOTUMU
cuHapoMamun. [na Te4eHMsi MOHOTEHHbIX 3NUIencuii 4o-
CTaTOYHO XapakTepHa hapMaKope3ncTeHTHOCTb. [1oaTomy
npyu MX NeYeHUn Hepeako UCMONb3YIT HEe TOJIbKO «Mpo-
ounbHbIE» AHTUKOHBYNbCAHTbLI (HANpUMep, CTUPUNEHTOS
npu cuHgpome [ipase), HO 1 KETOTEHHYIO W Apyrue Bubl
AVEeT, a TaKXXe UMMYHOTEPanuio ¢ BKJTOYEHUEM TIIOKOKOP-
TUKOWAOB /NN BHYTPUBEHHbIX UMMYHOTI06YNNHOB.

B TpeTtblo rpynny reHeTUYECKUX IMUAencuin BXomAaT
MHble (KPOME MOHOTEHHbIX 3JMUIIENCUiA) XPOMOCOMHbIE
1 MoHoreHHble [[1C, 3a4acTyr0 NPOTEKAKOLLINE C ANUNENTH-
4eCKUM KNUHNKO-I3M-CUHAPOMOKOMMIIEKCOM. 3nusiencus
MPU HUX BbICTYNAET TONbKO OLHUM U3 MHOTUX CUHAPOMOB,
yalle BCEro HeBedyLMM 1 BO3SHWKAOLUM He Y BCeX 60J1b-
HbIX. T103TOMY TEPMWUH «CUMNTOMATUYECKAsA 3Nuiencus»
B 9TOM C/yy4ae BMoJiIHe ONpaBAaH, XOTA WHOTAA U CYMTAET-
cA ycTapeswum. lNpencTaBnseTca IOrMYHbIM Pa3fennTb
Bce [[C, npoTekatowme ¢ 3NUIENcueid, Ha TpU rpynnbl
B COOTBETCTBUM C MECTOM «MOJSIOMKN>» FEHETUYECKOr0 Ma-
Tepuana, Kak yxe npeanaranoco paHee [6]. Cumntomatu-
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4eckas anunencus MoXeT 6biTb 06YC/IOBIEHA NATOSIOTMEN
XPOMOCOM, AAEPHbIX U MUTOXOHAPUANbHBIX TeHOB. Cpe-
an TAC, cBfi3aHHbIX C MyTauueid A4epHbIX FEHOB, MOXHO
BbIAENNTL TPW NOArPYNMbl: AaHOMAsMM FONIOBHOMO MO3ra,
BK/HOYAKOLWLME KAK MOHOTEHHbIE BPOXXAEHHbIE MOPOKMN pas-
BUTMS, TaK W (PakoMaTo3bl, «MMEHHble» CUHLPOMbI (Ha-
npumMep, cuHapom PeTTa) n HacnenCTBEHHbIE 60M1€3HU 06-
meHa (HBO). Cnegyetr otmetuts, 4710 J1.0. bBapansiH
HasblBan HacleACTBEHHO-AereHepaTuBHbIMU BCE TE€HHblE
3260/1€BaHMA, NPOTEKAIOLLNE C MOPAXKEHNEM HEPBHOW CU-
cTemsbl [7]. Cervac B rpynny «HacneAcTBEHHbIX HEMpoae-
reHepaTuBHbIX 3a60J1eBAHMIA», NPOTEKAKOLWNX C ANUIEncu-
e, BKNKOYAloT, Kak NpaBnno, pasnuyHsie suabl HBO, Takne
KakK IeNnkoaNCTpOodnm, HelipoHasIbHbIA LEePONAHbIA NNNo-
dycumHo3 n T.4. [103TOMY B BblAJIEHUIN CAMOCTOATENTbHON
rpynnbl «CUCTEMHbIX [ereHepauuii HEpBHOW CUCTEMbI
C anusencmen» HeT Heo6Xo04MMOCTH.

Cpean CMHAPOMOB, XapakTepHbiX Ans uHbix MG, 3Ha-
4MMOe MEeCTO 3aHMMAOT AaHHble NapakNNHUYECKUX Me-
TOAOB UCCNEf0BaHNA, MO3BONAOLINE NOATBEPAUTL WX
CTPYKTYPHbIA unun metabonuyeckuii reHes. B knaccudu-
Kauum 2017 r. [1] yka3aHo, 4T0 reHeTnyeckas anusiencus
MOXXET ObITb OJHOBPEMEHHO CTPYKTYPHOI (Hanpumep,
npu Ty6epo3HOM CKJiepo3e) uam meTabonnyeckon (Ha-
npumep, npu geduunte GluT1). 3To BaxKHoe OTNNYKeE
TpeTben rpynnbl OT NepBbIX ABYX, T.K. ANS HUX N3MEHe-
HWA HA MarHUTHO-PE30HAHCHOW TOMOrpaMMe rosI0BHOMO
mMo3ra unu B 6MOXMMUYECKMX aHanm3ax B fe6tTe 3a60-
fIeBaHNA HE XapaKTepHbl.

[nda TpeTben rpynnbl, KaK U ANg BTOPON, XapakTepHO
(bapmMakope3nCTeHTHOE K aHTUKOHBY/IbCAHTAM Te4YeHue
C He6naronpuATHbIM MPOrHO30M 19 KOTHUTUBHOMO pas-
BUTWS, @ MHOTJA 1 A1 XU3HW. B Tepanuu anunencuin npu
IAC, oco6exHo npu HBO, HEO6XOAMMO YHWUTbIBATb He-
CKOJIbKO MOMEHTOB. BO-mepBbiX, LIMPOKO Ha3HavyaeMble
Banbnpoartbl NPOTMBOMOKa3aHbl Nnpu MHorux HBO, B yacT-
HOCTW npu aeduunte GUOTUHULA3LI U MUTOXOHAPUASIb-
HbIX 3a60n1eBaHNAX. BO-BTOpPbIX, KETOTEHHAA AneTa MOXeT
ObITb Tepanueit Bbi6opa npu page FOC, B 4acTHOCTK Npu
neguumnte GluT1. Ho rnaBHoe, 4T0 npu HekoTopblix [AC,
CNNUCOK KOTOPbIX MOCTOSAHHO YBEJINYMBAETCSH, BO3MOXXHO
Crneundu4eckoe naToreHeTU4ecKoe ne4veHne, pawllee
BO3MOXXHOCTb HE HazHa4yaTb MW OTMEHUTb aHTUANUen-
TU4eckume npenapartbl 6e3 yrposbl peuumea npunagkos.
Knaccuyieckumu npumepami Takon Tepannm aBnseTcs no-
YKN3HEHHbIA NMPUeM NUPUAoKcMHa (BuTammuHa B6) npn nu-
pUAOKCUH3aBUCUMON 3anunencuu [8] unn 6moTuHa (BUTa-
mMuHa B7) npu gecpuumte 6uoTrHNAassI [9].

3AK/IIOYEHHUE / CONCLUSION

Takum 06pa3om, 4eTKOE pa3fefieHne TreHeTU4ecKux
dopm anusiencun Ha Tpu rpynnbl AaeT BO3MOXHOCTb UC-
noNb30BaTh AU depeHLpPOBaHHbIA NOAX0S K Habnoge-
HUIO W NIEYEHMI0 TaKMX NaLMeHTOB, a TakxXe (hopMUpoBaTh
KOHKPETHble PeKOMeHAaumMmu No nocneyoLemy 4eTopox-
JIeHU0 And nx poanTenen.
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