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H3panue PeruonanbHoii oowecmseHHol opranu3ayuu «OBLECTBO CNELWANUCTOB N0 HEPBHO-MbILWEYHbLIM BOJNIE3HAM~»

Kypnan «HepBHO-MBITIIeUHbIe 60Ie3HN» BKITIOUYEH B MepedeHb BEMYIINX PEIICH3UPYSMbIX Hayd- B v
HBIX XYPHAJIOB, B KOTOPBIX MYOJIUKYIOTCSI OCHOBHBIE HAayYHBIE Pe3yJIBTaThl IMCCEPTAIMii Ha CO- i \ ‘

VCKaHUe YIeHOI CTeTIeHU JJOKTOpa U KaHIuIaTa HaykK.
PETMOHANBHAA OBLWECTBEHHAA
. . e i
Kypnan BxitoueH B HayuHyto aiekTpoHHYI0 0M0anoTeky U Poccuiickuii MHAEKC HAydyHOTO LU- OsWECTBO CRERMARMCTOB

MO HEPBHO-MBILIEYHbIM BOME3HAM

tupoBanus (PUHLI), umeer nmmnaxr-gakTop, 3aperucTpupoBaH B 0aze JaHHBIX Scopus, CTaTbu
WHIEKCUPYIOTCS € TTOMOILIbIo I poBoro uaeHtudukatopa DOI.

www.neuromuscular.ru

DReKTpOHHAsT Bepcusl KypHaia TMpeACTaBlIeHa B BEMyIIUX POCCUMCKMX M MHUPOBBIX 3JIEKTPOHHBIX
oubmotekax, B Tom unciie EBSCO u DOAJ.

HepBHO-MbIWeYHbIE

bOJIE3HA

EXXERBAPTAJIbHbBIN
HAYYHO-NPAKTHYECKHA
PEU,EH3MPVEMI>II'1 HYPHAN www.nmb.elpub.ru

InasHas 3a0a4a xypHana «HepsHo-mbilieYHbIe 603HUY — NYOIUKAUUSA cOBpeMeHHOU uHopmayuu
0 HAYYHbIX KIUHUYECKUX UCCe008aHUSX, HOBbIX Memodax OudzHOCMUKU U fleyeHus 6osnesHeli
HepsHoU cucmemsl.

Uenb uz0anus - uHgopmuposams o QoCmuXeHUsx 8 061acMuU NAMo02UU NepupepuyecKux Hepsos
U MbllY, CGHOPMUPOBAMb NOHUMAHUE HE0OX00UMOCMU KOMNJICKCHO20 MEXOUCUUNIUHAPHO20
nooxoda u 06bveOUHeHUS CNeyuanucmos pasHbix obaacmel MeOUUUHCKOU HayKu: Kapouoso20s,
ny/IbMOHO/I0208, 3HOOKPUHOI0208, 2ACMPOIHMEPON0208, 2eHEMUKOB, UMMYHOI0208, MOPEOI0208,
peabuumonozo8, cneyuaaucmos 8 obsacmu Helipogusuosozuu u Heliposusyanu3ayuu U Bcex
UHMepecyUUXCs HepBHO-MblweYHOU namosozued.
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[lpu HanpaBneHun CTaTbi B pefaKLMIo XypHana «HepBHO-MblLLeYHble 6one3Hu»
aBTOPaM HeobX0[UMO PYKOBOACTBOBATBCA CIeyHOLLIMMIA PaBUAAMIA.
1. 06wwme npaBuna
Mpu NepBUYHOM HanpaBAeHUM PYKONUCH B PEAAKLIMI0 B KON dNEKTPOHHOTO
MUCbMa JOMKHbI BbITb YKa3aHbl BCe aBTOPbl AaHHOI cTaTbu. 06paTHylo BA3b C pe-
JaKuueil bynet noAfepxmBaTL OTBETCTBEHHDIN aBTOP, 0003HaUeHHbIIl B (TaTbe
(cm. NyHKT 2).
lpeacTaBneHve B penakLmio paHee ony61MKOBaHHbIX CTaTeli He JONYCKaeTCA.
2. 0popmnenne paHHbIX 0 CTaTbe U aBTOpax
« lepBas CTpaHULia JOMKHA COfiepXaTh:
— Ha3BaHue CTaTby,
— MHULMAnND! 1 GamuInN BCeX aBTOPOB,
— yueHble CTeneHi, 3BaHNA, JOKHOCTM, MECTO0 paboTbl KaXOro U3 aBTOPOB,
a 1akxe ux ORCID (npu Hanuuum),
— N0JIHOe Ha3BaHMe yupexaeHna (yupexaeHnit), B KOTopom (KOTopbIX) Bbl-
nonHeHa pabota,
— ajpec yupexaeHna (yupexaenuit) C ykasaHuem MHAeKca.
+ llocnepHAs cTpaHMLA fOMKHA CofepXaTb (BeAeHMA 06 aBTOpe, 0TBETCTBEH-
HOM 3a (BA3b C pefaKLmeii:
— bamuams, MM, 0TYECTBO NONHOCTbHO,
— 33HMMaeMasn OMKHOCTb,
— yueHas CTeneHb, yueHoe 3BaHue,
—NepCcoHanbHblii MexayHapoaHblid naentudmkatop ORCID (noppobHee:
http://orcid.org/),
—nepcoHanbHblit upeHTudukatop B PUHL (nogpobHee: http://elibrary.ru/
projects/science_index/author_tutorial. asp),
— KOHTAKTHbIi TenedoH,
— aZipeC AMEKTPOHHOIA NoUTbI.
3. 0dopmneHue TeKcTa
(ratbu npuHumatoTca B dopmarax doc, docx, rtf.
Lpu¢pt —Times New Roman, kernib 14, MexxcTpouHblil uiTepsan 1,5. Bce crpaHiupl
ZLOMKHbI ObITb NPOHYMEPOBaHbI. TeKCT CTaTbil HAUMHAETCA CO BTOPOV CTPaHULbl.
4. 06bem cTareii (6e3 yueta UnKCTPaLWIA U CIUCKA AUTEpaTypbl)
OpuruHanbHas cratba — He 6onee 12 cTpanuy (66nbLunii 06bem fonyckaetca
B UHAVBUAYaNbHOM NOPALKE, N0 PELUeHMH0 peaKLmum).
Onucanne KNUHUYECKNX Cny4aes — He bonee 8 cTpaHuL.
0630p nuTepatypbl — He 6onee 20 cTpaHuL.
Kpatkue coobLieHuA 1 nucbMa B pefaKLyio — 3 CTpaHuLbl.
5. Pestome
Ko Bcem Buzam cTareii Ha 0TaeNbHOI CTPaHULIE AOMKHO ObITb MPUNOXKEHO pe3io-
Me Ha PyCCKOM 1 aHIMMIACKOM (110 BO3MOXHOCTY) A3bIKaX. Pe3iome JOMKHO KpaTKo no-
BTOPATb CTPYKTYPY CTaTbM, HE3aBUCUMO OT ee TeMaTuKu.
06bem pesiome — He bonee 2500 3HaKOB, BKAt0Yas Npobenbl. Pe3tome He JOMKHO
COePKaTb CCbITKM Ha UCTOUHUKM NIUTEPATYPbl Y UNKCTPATUBHBII MaTepuan.
Ha 3701 e cTpaHuLie NOMeLLAoTCA KNoYeBble C10BA HA PYCCKOM U aHTAIMIACKOM
(o BO3MOXHOCTM) A3bIKax B KonuuecTse ot 3 Ao 10.
6. CTpykTypa cTareii
OpuruHanbHas cTaTba JOMKHA COJEPKaTh CleaytoLLme pasaenbl:
— BBE/iEHMe,
—Lenb,
— MaTepuanbl # MeTozbl,
— pe3ynbTarbl,
—o6cyxpeHne,
— 3aK/loueHue (BbIBOAbI),
— BKNaZ BCex aBTopos B paboty,
— KOHQMUKT MHTEPECoB ANA BCeX aBTOPOB (B Cyuae ero oTCYTCTBUA HEO6X0-
ZIMO YKa3aTb: «<ABTOPbI 3aABNAIOT 06 OTCYTCTBIM KOHNNKTA MHTEPECOBY),
— 0go6peHue NpoToKoNa nccnesoBaHNA KOMUTETOM N0 61103TUKe (C yKa3aHu-
€M Homepa 1 iaTbl NpoToKona),
— MHGOPMUMPOBAHHOE COrNacie NaLMeHTOB (AN CTaTeil ¢ aBTOPCKUMI CCe-
LOBAHUAMY 1 ONUCAHUAMI KIMHUYECKUX CTyyaeB),

—NpU HanuuuM GUHAHCMPOBAHUA MCCNENOBAHNA — YKa3aTb €ro UCTOYHMK
(rpaHTnT.4.),
— bnaroapHoCTL (pasgen He ABNAETCA 0643aTeNbHbIM).

7. UnnioctpaTuBHbIN MaTepuan

WnntocTpaTuBHbIit MaTepuan fomxeH 6biTb NpeCTaBeH B BUAE 0TAENbHbIX haii-
0B 11 He GurypupoBaTb B TeKcTe cTaTby. [laHHble TabnuL He JOMKHbI NOBTOPATL AaH-
Hble PUCYHKOB U TeKCTa U Hao6opoT.

Ootorpadum npesctanaiorca B dopmartax TIFF, JPG ¢ paspelueHnem He MeHee
300 dpi (Touek Ha aloitm).

PucyHku, rpadmkm, cxembl, Anarpammbl JOMKHbI ObiTb pefakTupyembiMK,
BbInonHeHbIMu cpeactBamu Microsoft Office Excel unm Office Word.

Bce pucyHKN LomxkHbI ObITb NPOHYMEPOBaHbI 1 CHABXeHbl NOAPUCYHOUHBIMM
nognucamu. OparmeHTbl pUcyHKa 0603HauaIOTCA CTPOUHBIMI ByKBaMM pyccKoro anda-
BUTa — «a», «6» 1 T. 4. Bce cokpalexns, o6o3HaueHua B BULe KpuBbIX, BykB, uudp
W T. fi., UCIONb30BAHHbIE Ha PUCYHKE, fOMKHBI ObITb paciundpoBaHbl B NOAPUCYHOUHOI
nopnucn. MoAnucy K pUcyHKam JaloTca Ha 0TAENbHOM JINCTe NMOC/e TeKCTa CTaTbul B 0f-
HOM C Heil daiine.

Ta6nuubl J0MmKHbI ObITb HAMAZHBIMY, UMETb Ha3BaHUe U NOPALKOBbIA HOMeP.
3aronoBKm rpad AOMKHbI COOTBETCTBOBATD MX COAEPKaHMI0. Bce cokpaLueHus pacmnd-
POBbIBAKOTCA B NPUMeEYAHNN K Tabauue.

8. EAVHMLbI N3MepeHus 1 COKpaLLeHna

EnuHnubl n3mepenua fatotca B MexayHapogHoii cucteme egunny (C1).

CokpatLeHua cnoB He AonyckaioTca, kpome obLuenpuHATLIX. Bce ab6peBuatypbl
B TEKCTe CTaTbi1 JOMKHbI ObITb MONHOCTBIO paciundpoBaHbl Npu NepBOM yNOMUHAHUN
(Hanpumep, HepBHO-MblLeyHble Gonesn (HMB)).

9. Cnncok nuTepatypbi

Ha cnenytoweii nocne Tekcta CTpaHuLe CTaTbyt JOMKEH pacnonaraTtbcs CUCoK
LMTUPYeMOiA UTEpaTypbl.

Bce ncTouHnKI JomKHbI 6bITb NPOHYMePOBaHbI, HyMepaLnA 0CyLecTBAALTCA
CTPOro N0 NOPAAKY LUTMPOBAHUA B TEKCTE CTaTbyl, He B andaBUTHOM nopsajke. Bee
CCHIIKI HA UICTOYHMKI IUTEPATYpPbI B TeKCTe CTaTbi 0603HaualoTca apabekumu Lnd-
pamin B KBaapaTHbIX ckobkax HaumHas ¢ 1 (Hanpumep, [51). KonnuectBo uutupye-
MbIX paboT: B OpUTUHAMbHBIX CTaTbAAX — He bonee 20—25, B 0630pax nuTepaTypbl —
He 6onee 60.

(CcbInKu JOMKHbI JaBaTbCA Ha NepBOUCTOYHIKM, UUTMPOBAHUE OHOTO aBTOpa
no pabote Apyroro HesiOMYCTUMO.

BknioueHue B CNUCOK NUTePaTypbl TE31UCOB BO3MOXKHO UCKNIOUNTENBHO NPU CCbI-
Ke Ha MHOCTPaHHbIe (aHM0A3bIYHbIE) UCTOUHMKI.

(colnKy Ha AvccepTaLuy U aBTopedepathl, HeomybnKoBaHHble PaboTbl, a Takke
Ha JiaHHble, NONyYeHHble U3 HeOGULMANbHBIX MHTEPHET-UCTOUHUKOB, He JOMYCKAIOTCA.

[lnA KaXporo UCTOUHMKA HEO6X0AMMO YKa3aTb: GamuiM 11 MHULMANbI aBTOPOB
(ecnm aBTOpOB Gonee 4, yka3biBAKOTCA NEPBbIE 3 aBTOPA, 3aTeM CTaBUTCA <1 Ap.» B PyC-
ckom 1 et al.” B aHIMIACKOM B TeKcTe). ABTOPbI LIMTMPYEMbIX UCTOUHUKOB AOMKHbI
ObITb yKa3aHbl B TOM Xe MOPAAKE, UTO 1 B NEPBOMCTOUHIUKE.

Mpy ccbinKe Ha CTaTbU M3 XKYPHANOB NOC/IE ABTOPOB YKa3bIBAKT Ha3BaHMe (Ta-
TbU, Ha3BaHMe XypHana, rog, Tom, Homep Bbinycka, ctpaHubl, PMID u DOI cratbm (npu
Hanuuuu). Mpu ccolnke Ha MOHOTpadum YKa3biBAKT TaKkKe NMONHOE Ha3BaHUe KHUMY,
MECTO M3fjaHNs, Ha3BaHWe U3[aTeNbCTBa, Fof U3JaHUA, YACTO CTPAHML.

(1aTby, He COOTBETCTBYIOLLME AAHHBIM TPeGoBaHNAM, K PacCMOTPEHUI0
He NPUHNMAIOTCA.

061wwKe nonoxeHusa:

« PaccmoTpeHie cTaTbit Ha NpeAMeT ny6nnKaLuy 3aHUMaeT He MeHee 8 Hefienb.

« Bce noctynatowme cTatbi peLieH3upytoTca. PewieH3ua ABNAETCA aHOHUMHONA.

« Pepakuua octaBnset 3a coboil npaBo Ha pefaKkTUPOBaHNe CTaTeil, NpefCTaB-
NeHHbIX K nybauKaLmum.

« Pepakuna He npepocTaBnAeT aBTopckUe SK3emnnApbl XypHana. Homep
KypHana MOXHO MOAYYMTb Ha 06LWMX OCHOBaHWAX (CM. MHOpMaLMio
Ha caiiTe).

Matepuanbi gna ny6nuKkaumm NPUHMMANOTCA no aapecy neuromuscular.
diseases@gmail.com.

Monnas Bepcua Tpe6oBaHMII NpeACTaBNEHA Ha callTe XypHana.
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JleyeHune mHoOrMx 6one3HeN, BXOSALLMX B MPOrPaMMbl PACLUMPEHHOTO HEOHATANbHOTO CKPUHMHTA, BKIOYAET B cebs AueTo-
Tepanuio. Mmytaposas auugypus 1-ro tuna (A1) — HacnepcTBeHHoe 3ab6oneBaHue, 00YCN0BAEHHOE MYTaLMAMU B reHe
GCDH, xoaupytowem myTtapun-KoA-geruaporeHasy, pepMeHT, 3a4ei1CcTBOBaHHbI B MeTabonn3me aMMHOKUCOT. CHuxeHne
aKTUBHOCTW AaHHOTO hepMeHTa NPUBOAMUT K HAKOMEHMIO B OPraHu3mMe HelMpoTOKCUYHbIX MeTabonuToB. Mpu A1 peko-
MEHLOBAaHO Ha3HauyeHue CNeLmanu3npoBaHHbIX NPOAYKTOB 1e4eGHOro NUTaHMUS, TeBOKAPHUTUHA U NPUMEHEHUE CUMNTO-
MaTuyeckoit Tepanuu. B 2021 r. 6biM ony6AMKOBAHbBI POCCUACKME KAMHUYECKUE PEKOMEHAALUN MO NIeYeHUI0 3TOro
peakoro 3abonesaHus. Bpady, KOTOpbIi B CBOeN NPaKTUKe CTANIKMBAETCA C TAKUM pefkum 3abonesaHuem Kak A1, Heob-

XOAMMO 3HaTb NPUHLMNBI IEYEHUS U NPAKTUYECKME aNropuTMbl pacyeTa Npy HasHaYeHU aueToTepanmu.
B aaHHoi cTatbe NoApo6HO HA KNUHWUYECKUX NPUMePax pacCMOTPEHbl BOMPOCHI, KAcatolmecs BeAeH!s B nepuog Metabo-
JIMYECKOI AEKOMNEHCALMM U NPaBUALHOrO Noabopa AUeToTEpanuu y NaLumUeHToB pasHoOro BO3pacTa, cTpagaowmx rAl.

KnioueBble cnoBa: HaCneACTBEHHbIE 6onesHu obmeHa BeLWeCTB, ryTapoBas aunaypua tuna 1, auverotepanua, cneyuanu-
3UpPOBAHHbIE NPOAYKTHI NeyebHOro NUTaHNUA
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Treatment of many of the diseases in the panel of expanded newborn screening includes dietary therapy. Glutaric aciduria
type 1 (GA1) is a hereditary disorder caused by mutations in the gene GCDH, encoding glutaryl-CoA dehydrogenase, an
enzyme in the amino acid metabolic pathways. The decreased activity of the enzyme leads to accumulation of neuro-
toxic metabolites. The recommended treatment approaches for GA1 are the prescription of specialized nutrition products,
levocarnitine, and symptomatic management. In 2021, clinical guidelines for the treatment of this rear disease were
published in Russian Federation. To provide for the timely treatment, it is essential for a practitioner involved in the
care patients with such a rare disorder as GA1 to have the knowledge of the principles of management, as well as prac-
tical algorithms for diet calculation.

The article gives a detailed case-based description of management during metabolic decompensation and the choice
of dietary therapy for GA1 patients of different age groups.

Key words: inherited metabolic diseases, glutaric aciduria type 1, diet therapy, specialized nutrition products
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BsepeHue

C 2023 1. B Poccuiickoit @emepaniuy IIaHUPYETCST
pacIIpeHre MacCOBOTO CKPMHWHTA Ha HACJIeICTBEHHBIC
00JIe3HU, YTO MO3BOJIUT BBISBIIAThL 36 O0JIE3HEN, i1 KO-
TOPBIX BO3MOXHO TpUMeHEeHNE 3(D(HEKTUBHBIX METOIOB
tepanuu [1]. B HekoTopbix permoHax Poccuiickoit Mene-
palH yXe CTapTOBaJl pacIIMPEeHHBIA MaCCOBBIN CKPMHIHT
Ha HacJIeICTBEHHBIC 00JIC3HN 0OMEHA BEIeCTB WU IIPO-
BOIUTCS CEJICKTUBHBII CKPUHUHT C IPUMEHEHUEM TEXHOJIO-
MY TaHAEMHOW MacC-CITleKTpoMeTpru. JIjisT OONBIIMHCTBA
3a00JIeBaHUI, BKIIFOYCHHBIX B IIPOTPaMMBbI PACIITUPESHHO-
IO CKpUHUHTA, «30JI0TBIM CTAHIAPTOM» JICUCHUS SIBJISICTCST
nyetoTepanus. B Hamieil cTpaHe OCHOBHAsI Harpyska
10 pacyeTaM TUEeTUICCKOTO IMUTAHMS JIOKUTCS Ha TIPaKTH-
KYIOIIIX Bpadyeii-TeHETUKOB, ITEAUaTPOB M THETOJIOTOB,
PaboTaOIINX B MHOTOITPOMIIIBLHBIX CTallMOHApaX.

OmHuM 13 3a00IeBaHM, BKIIOUCHHBIX B IIPOTPAMMBI
pacIIMpPeHHOTO HEOHATATEHOTO CKPMHWHTA, SIBJISICTCSI TITy-
tapoBas aumnypus tuna 1 (IAl). B mociemHue romgsl mo-
CTUTHYTBIC Pa3pabOTKU TepaIlliy 3TOTO 3a00JIeBaHMUS T10-
3BOJISSIOT MpPEAYIPeXaaTh Pa3BUTHE HEBPOIOTUICCKUX
ocyioxHeHuit 6ojiee yeM y 90 % GeCCUMIITOMHBIX Malv-
€HTOB, TMarHOCTUPOBAHHBIX IIPU CKPUHUHTE HOBOPOXKICH-
HbBIX. B MaHHOI cTaThe MBI IPUBOIVM ITPUHITUIIBI TEPATAN
I'Al m mpuMepHl pacyeTa TUETHI 11T pa3HBIX BO3PACTHBIX
TPYIIL.

KnuHuuyeckne nposasneHuns u natoreses

rnyTapoBoi auynaypumn tuna 1

I[nyrapoBast auuaypus Tuia 1 — HaclieICTBEHHOE 3a-
6OJ'ICBaHI/Ie, KOTOPO€ OTHOCUTCA K I'pyIIIC OpraHM4YCcCKMX
ALUVOYPUI U XapaKTEPU3YETCS MMOBPEKICHUEM ITOTKOPKO-
BBIX CTPYKTYP YU HPOTPECCUPYIOLIMMU ABUTATEIbLHBIMU
pacctporiictBamu. Al HacliemyeTcs 10 ayTOCOMHO-peliec-
CUBHOMY TUIY M CBsI3aHa ¢ myTtauusgMmu B reHe GCDH,

KOTOPBI KomgupyeT pepMeHT rirytapuii- KoA-mermmopore-
Hazy (GCDH). ®epment GCDH ygacTByeT B ImyTH MeTa-
0onm3Ma aMUHOKUCIOT L-nu3nHa, L-Tunmpokcmim3nHa
u L-tpunrogana. buoxuMmuuecknm Mapkepom 3a001eBaHUS
ABJIIETCS MOBBILIEHWE KOHLUEHTPALUK IIyTApOBO KUC-
JIOTBI ¥ €€ METa0OJINTOB — 3-TUAPOKCUTITYTaPOBOM KMCIIO-
THI, TIyTapui- KoA 1 TimyTapuiKapHUTHHA — B XKUIKOCTSIX
(Moua, T1a3Ma U CHMHHOMO3T0BasI XKUIKOCTh) M TKAHSX.
Y maieHToB YpOBEHb MTaHHBIX META0OIMTOB B MOYE MOXKET
OBITh HU3KUM, OJTU3KUM K HOPMAJIBHOMY WJIM BBICOKUM
(HM3KME WU BBICOKHME SKCKPETOPHI), HO HE3aBUCUMO OT
3TOT'0 COXPAHSIETCS BEICOKUIA PUCK ITOBPEXKICHUS IIOAKOP-
KOBBIX CTPYKTYP U Pa3BUTHUS METaOOJIMIECCKUX KPU30B,
XOTSI OIMCAHO M MPAKTUIECKN OECCMMIITOMHOE TeUCHHUE
oonesnn [2]. KonmeHTpaumsas aMuHOKUCIOT L-nmm3nHa
u L-tpuntodaHa B OMOJIOTHUECKUX KUIKOCTSIX HE TTOBbI-
IIAeTCs, TO3TOMY OHM He SIBJISIIOTCSI TMarHOCTUYECKUMU
MapKepaMHM 3TOM ITaTOJIOTHUM.

Yacrora ['A1 B Mupe B cpeaHem coctasisiet 1:100000,
XOTsI B HEKOTOpPBIX M30JsiTax (001mrHa amuiieil B I1eH-
crbBaHMM [3] ¥ KaHAICKWE MHICHITH [4]) HabmomaeTcs
ropasmo 0oJjiee BRICOKAsl 4acTOTa 3a00JIeBaHMSI.

JlaGoparopHast nuarHoctuka Al BkiIouaeT omnpene-
Jlenne TyTapunanmikapauTiHA (C5-DC) B BRICYIIIEHHBIX
IISITHAX KPOBU € TTOMOIIBIO MeTona MS/MS, onpenenerue
OpPraHMYECKMX KHUCJIOT MOYH C TIPUMEHEHNEM Ta30BOI XpO-
MaTtorpaduu ¢ Macc-CIIeKTPOMETPHE 1 3aTeM ITPOBEICHIC
JHK-gnarHoctuku.

IiryrapoBas u 3-OH-riryrapoBast KUCIOTH HaKaIUIMBa-
IOTCSI B OUY€Hb BEICOKMX KOHIIEHTPALIMSIX B XKIIKOCTSX M TKa-
HSIX BO BpeMsI KaTa0OJIMIECKUX 3ITM30I0B 1 TOJIBKO B 3THX
CIIy4Jastx IIPOHUKAIOT Yepe3 TeMaTosHIIe(hammIecKuii 0aphb-
ep [3].

Bbinensiior HecKoabKo BapuaHToOB TeueHus [Al: ¢ ocT-
PBIM 3HLIE(PATUTONIONOOHBIM 1 C TTIOAOCTPBIM TeYeHHUEM [6].
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IIpu octpoii popme sHIIEDATUTOIIOTOOHBIE KPU3EI BO3-
HMKAIOT B Bo3pacTe oT 1 Mec 10 6 Jiet, 3a60/1eBaHe HOCUT
BOJTHOOOPA3HBIN XapaKTep: MOocje MepeHeCeHHbIX JHIIe-
(hanmmTONMOMOOHBIX KPU30B MPOUCXOIUT MEIJIEHHOE, HO
HE TIOJTHOE BOCCTAHOBJIEHNE HAPYIIIEHHBIX HEBPOJIOTHYE-
ckux QyHKIMiA. B mocienyomem y maimeHToB ¢ rpyobiM
JMACTOHUYECKUM CUHIPOMOM 4YacTo (pOpPMUPYIOTCS BTO-
PUYHBIE OCJIOXKHEHUS, TAKME KaK TUTIOTPO(Us, XpOHUYE-
CKUWI1 acCIMPallMOHHBIN CUHAPOM, TOABBIBUXU CYCTaBOB
U BBIPAXXEHHBIN 00J1€BOI cUHAPOM [7].

B 25 % cny4daeB 3a00jieBaHKE UMEET MOAOCTPOE, 10~
OpokadyecTBeHHOE TeueHue. Ha 1-M romy XU3HU 1eTU Ha-
OJIIOMAIOTCS C 3alePKKOW MCUXOMOTOPHOTO PAa3BUTHS,
a B TaJIbHEIIIeM TTPOMCXOUT ITOCTETIEHHAS yTpaTa paHee
MPUOOPETEHHBIX HABBIKOB, Y TIPUCOEIVHSIIOTCS PA3JIMYHbIC
BUJIbI TUTIEPKHE30B B COUETAHWY CO CMIACTUYHOCTHIO. [{n-
CTOHWYECKUE TUTIEPKUHE3bI TPUBOJIST K HAPYIIEHUIO XO/Ib-
OBI, MChMa W peUeBBIX (DYHKIIMI [8].

[pu ncciaenoBanmsix Ha Meimax ¢ gedumrom GCDH
ObLI0 MOKA3aHO, YTO CHIKEHUE MOTPEOICHUS JIM3UHA U TTPU-
MEHEeHMeE 100aBOK L-apruHuHa, a TakXke yBenTn4eHUe NoTpe-
OJIEHUS TJTIOKO3bl CHIDKAET KOHIIEHTPAIMIO TIYyTapOBOil
u 3-OH-ryTapoBoii KUCIIOT B TOJIOBHOM MO3Te; TOOABKU
KapHUTUHA YBEINIMBAIOT 00pPa30BaHNE HETOKCUYHOTO TITyTa-
PpWIKapHATHHA, KOTOPHIIA JIerde BEIBOAUTCS TToukamiu [9, 10].

B cBsi3u ¢ pacimpeHreM MaccoBOTO CKPMHWHTA HO-
BOPOXIEHHBIX B MUPE BCE OOJIbIIIEE YMCIIO MAIMEHTOB
BBISIBJISIIOT HA OKJIMHUYECKOU cTainn. PaHHee BbIsIBIeHUE
I'Al 1 npecuMnTOMaTHYECKOE HAYAJIO JICUEHNS] MOTYT 3HA-
YUTEJIBHO YJIyYIIIUTh UCXOM, TIPEIOTBpaIasi pa3BUTHE He-
BPOJIOTUYECKUX OCJIOKHEHU U METa0OIMUECKNX KPU30B
[11—13]. OgHako maxe IpU XOPOIIeil PUBEPKEHHOCTH
TEeparuy COXPaHSIOTCS M3MEHEHUST HA MarHUTHO-PE30-
HAaHCHOW TOMOTPaMMe TOJIOBHOTO MO3Ta, a Y HEKOTOPBIX
MaleHTOB HAOJTIOIAI0TCST HApyIIIEHEe MEJIKO MOTOPUKY
1 pa3IMYHbIe HApYIIeHUS peun [14].

MpuHuMNbI Tepanuu rnyTapoBom auuaypuu

TMna 1

OrmyGIMKOBaHBI HECKOJIBKO MEXITyHAPOAHBIX TTPOTO-
KOJIOB IO BeAieHU0 MauueHToB ¢ [Al, B TOM uyucie u poc-
cHiicKMe KIIMHNIeCKre peKoMeHmaun [15—18].

Bo Bcex mpoTokoJax 1o BeneHuIo mauueHToB ¢ TAl
PEKOMEH/IYyeTCsT COOTIONATh MUETY C HU3KUM COIEepPKaHU-
€M JIM3MHA, C UCTIOJIb30BAHUEM CIELIUATIU3UPOBAHHBIX
MPOAYKTOB JIEYEOHOTO MUTAaHUS O€3 JIM3UHA U C TTOHU-
>KEHHBIM collepkaHueM TpurnrodaHa U Ha3zHAYEeHUEM
JeBokapHuTHHA [19]. OmHAKO CYIIECTBYIOT U OTIpeaeICH-
HbI€ OTJINYUSL, MOCKOJBKY TAHHBIX O €CTECTBEHHOM TeYe-
HUM 3TOU penKoil 60J1e3HN HEAOCTATOUYHO 1 OTBIT OTAEJb-
HBIX JICUEOHBIX YUPEXKIEHUN W 3KCIEPTOB OTPAHUYEH.
OcHOBHas TTOJIEMUKa KacaeTcsl BOMIPOCOB, B KAKOM BO3-
pacTe M 10 KaKOil CTeTIeHN MOXET OBITh paclIMpeHa au-
era npu ['Al, v cnenyer v Ha3HAYaTh B KAU€CTBE MUIIE-
BOIi 100aBKM apruHuH [19].

Huerotepanms npu [Al HalpaBieHa Ha CHIDXKCHUE
MOCTYIIJIEHUSI C TIPOAYKTAMU MTUTAHUS IU3WHA U TPUTITO-
(haHa, KOTOpBIE SIBISIOTCSI OCHOBHBIMU MPEAIIIECTBEHHU -
KaMy HEMPOTOKCUYECKUX META0OIUTOB, U OOECeYeHUe
NOCTATOYHOW SHEPreTUYECKOW ILEHHOCTU palroHa
IIJIST TIOJIEPKaHUSI TIPOIIECCOB aHA00IM3Ma U MPEIOTBpa-
LIEHKS aKTUBaLMK Kataboau3ma [16].

ITpu I'Al mpuMeHSTIOT 2 BapraHTa JIeYeOHOTO ITUTAHMSI.
TlepBblit — HU3KOOETKOBAS AMETA C UCIIOIb30BAHUEM CIie-
MATM3UPOBAHHBIX ITPOAYKTOB jiedeOHoro mtanust (CITJIIT)
0e3 m3uHa u Tpurntodana. JJaHHbI BApUAHT AUETHI TOKa3aH
B IIEpBYIO odepenb AeTsM (¢ poxkaeHus 1o 18 sret). B CITJIII
cofiep>kaHue BCeX aMUHOKUCIIOT, BATAMUHOB, MMHEPATBHBIX
BEIIECTB I MUKPO3JIEMEHTOB aIalTUPOBAHO K BO3PACTHBIM
MOTPEOHOCTSM, YTO CITIOCOOCTBYET aIEKBATHOMY POCTY, pa3-
BUTHIO Y TIOZIEPXKAHUIO HEOOXOAMMBIX (DYHKITMIT OpraHn3Ma.
B Poccuiickoit Peaepaiinm 3aperucTpupOBaHbl HECKOJIBKO
BunoB CIIIT (Tabm. 1).

Tadmuua 1. Cneyuanuszuposartoie npodykmol Ha 0CHO8e AMUHOKUCAOM Oe3 ausuxa u mpunmogana [ 18]*

Table 1. Specialized products based on amino acids without lysine and tryptophan [ 18]*

Product name Protein (equivalent), g

Hytpuren 14-trp, -lys

Nutrigen 14-trp, -lys 14 23
Hytpuren 40-trp, -lys

Nutrigen 4-trp, -lys 40 13
Hytpuren 70-trp, -lys 70 0
Nutrigen 70-trp, -lys

GAI1 Anamukc nHGaHT 13,1 23

GA1 Anamix infant

XLYS, TRY I[tyrapunon

XLYS, TRY Glutaridon 7 -

* [lannwle npusedenvt Ha 100 e cyxoli cmecu.
*Data are given per 100 grams of dry mix.

Carbohydrates, g

Age of patient

Food value, kcal

Ot 0 1o 1 roma

204 472 From 0 to 1 year
2 406 Ol than 1 i
> 303 Ol than 1 i
4,0 332 Crapuue 1 roxa

Older than 1 year
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Y B3pOCIbIX MALMEHTOB WHOTAA MTPUMEHSIIOT BTOPOA
BapUaHT — Jie4eOHbIA PallMOH ¢ HU3KKUM COAepKaHHEM
ob1ero 6enka. [IprMeHeHMe 3TOr0 BapraHTa JUETHI I10-
BBIIIAET PUCK AIMMEHTAPHOM HETOCTATOYHOCTH He3aMe-
HUMBIX aMUHOKHUCJIOT U APYIMX HYTPUEHTOB, YTO MOXKET
MPUBECTHU K TAKUM KJIMHUYECKUM CUMIITOMAaM, KaK ITOBbI-
LLIEHHAs] BO30YAMMOCTD, HapylleHUEe CHa, KOjeOaHUsI TEM-
repaTyphl TeJla, mejuiarpa (B pe3yjbraTe CHUKEHUs 00pa-
30BaHMS HUKOTUHOBOM KUCIIOTHI) [20].

W3-3a orpaHn4eHusI JAaHHBIX 10 COAEPKAHUIO IN3MHA
B pa3/IMYHbIX IIPOAYKTAX [IMTAHMS He BCEraa yaaeTcst ooec-
MEYUTh JUETY C HU3KUM COAEPXKAHMEM JIM3MHA, 32 UCKITIO-
YyeHMEM PaHHEro MJaJeHYecTBa, KOraa U3BECTHO COAEP-
>KaHUe JIU3MHA U TpUIToaHa B ETCKOM CMECU U TPYIHOM
MOJIOKE. B CBSI3M ¢ 3TUM 1O Mepe mepexoaa Ha TBEPAYIO
MUILY YaCTO MPUMEHSIOT pacyeT AUEeThl, OCHOBaHHbII
Ha 0€30I1aCHOM yYpOBHe IOTpebieHus 0enka. OgHaKo CTo-
WUT YYUTHIBATh, YTO J0JIsI IM3MHA B O€JIKe, COmepKaleMcst
B IMILE, CYIIECTBEHHO pa3iMyaeTcs B 3aBUCHMMOCTU

Tabmuna 2. Opuenmuposouras hompeGHOCHb 8 AU3UHe U MpUnmogpare
Y nayuenmos c erymaposoil ayudypueii muna 1 6 3asucumocmu om 803-
pacma [18]

Table 2. Approximate need for lysine and tryptophan in patients with
glutaric aciduria type I depending on age [ 18]

CyTouYHAS IOTPEOHOCTD
B AMMHOKHCJIOTAX, MI'/KT
MAacchl TeJa
Bo3spacrt nauuenta
JIn3un Tpuntodan
0—3 mec
0—3 months 80—100 10—-20
3—6 mec
3—6 months 70-90 10—15
6—9 Mmec
6—9 months 60—80 10—12
9—12 mec
9—12 months 50-70 10—12
1-4 roLFg o e 12
1—4 years
4—7 et
4—7 years 45=55 7—11
7—11 neT‘ 3545 10
7—11 years
11—15 net (aeByLIKN)
1115 years (females) 30-40 4-6
15—18 net (aeByLIKN)
15—18 years (females) 20-30 3-5
11—15 ner (toHOILIN)
11—15 years (males) 30—40 4—6
15—18 ner (toHOILIN) 3545 -

15—18 years (males)

OT TPYIHI MPOIYKTOB nuTaHusI. HaTtypambHBIN GeloK
B IIEPBYIO OYepeIb BOCIIOIHSIIOT 3a CUET IIPOAYKTOB C HU3-
KUM coiepXXaHWeM JIn3uHa. JIn3uH u TpurrodaH comgep-
JKaTcs B OOJIBIIIOM KOJIMIECTBE B OSJIKAaX JKUBOTHOTO IIPO-
HUCXOXICHMS (phIOe, MsIce, MOJIOYHBIX IIPOIYKTAX M IIp.).
B cpearem comepxkaHue IM3MHA B HUX COCTaBisieT 6—9 %,
a tpunrodana — 0,6—2,0 %. B pacTuTeIbHBIX IIPOAYKTAX
(oBomIu, OPYKTHI, HEKOTOPHIE KPYIIEI) COMEpKaHME yKa-
3aHHBIX aMUHOKHMCJIOT MUHUMAJIBHO.

CorracHO OITHITY CITEIIMAJIMCTOB M3 Pa3HBIX CTpaH,
GOJIBIIMHCTBO A1eTooroB (76 %) BeayT pacueT 110 OeJIKY,
20 % — no au3uHy. MHOr1e Bpaur OTMEYAIOT, YTO MOAXOL,
3aBHCHUT OT ITaIlMEHTA 1 YTO OHU MOTYT HAa4aTh C MOACIYETA
JIN3WHA, a 3aTeM II0 Mepe B3pOCICHUS peOeHKA TTepeUTH
K pacyeTaM 1o 6enky [21].

MpakTu4yeckne noaxoAbl K pacyeTy AueThbl

npu rnyTapoBon auuaypum tuna 1

TpunrobaH v IM3UH OTHOCATCS K He3aMEHUMBbIM aMU-
HOKMCJIOTaM, ITI03TOMY 00€ aMIUHOKHCIIOTHI OTpaHUYHBA-
IOTCSI 10 YPOBHS, KOTOPBIN HEOOXOOUM OPTaHU3MY IS
CHHTEe3a SHIOTeHHOTO OeJKa, C IIeJIbI0 00eCIIeYeHMS aIeK-
BaTHOTO POCTA M Pa3BUTHS B COOTBETCTBUM C BO3PACTOM.

ITpu pacyeTe TMETH YINTHIBAIOTCS BO3PACT, Macca Te-
JIa, TIOTPeOHOCTD B OeJIKe, MTU3UHE, TpUNTOo(haHe U KaJlo-
pusx. CIIJIII 6e3 nu3uHa 1 TpunTodaHa MpeacTaBIeHbI
B Ta6a. 1. OpueHTUPOBOYHAST MOTPEOHOCTh B JIM3UHE
u TpunTodaHe y manueHToB ¢ [Al B 3aBUCHMMOCTH OT BO3-
pacra IpuBeieHa B Ta0JI. 2, peKOMEHIyeMble HOPMEI ITOTpe-
OyleHUs OeKa IUTSl 3MOPOBHIX IETel pa3HOTO BO3pacTa —
B Ta0J. 3, cpemHee comepkaHue IM3MHA B OeJIKaX pa3INIHbBIX
MPOIYKTOB — B Ta0J1. 4, KO3()PULIMEHT KOHBEPCUH JIM3MHA —
B Ta0J1. 5, Oe30macHbIe ypOBHU MOTPeOIeHsI OeIKa 1 SHEp-
reTu4ecKue MoTpeOHOCTH Y IETei U B3pOC/IbIX — B TalII. 6.
Oo6parracM BHUMaHUE Ha TO, YTO IOJIST JIM3MHA B TIPOIYK-
Tax IMUTAHWSI HAMHOTO BBIIIE, YeM IOJIsI TpuITodaHa.
3a cyeT CHIDKEHUS COAepKaHUsI JIM3MHA C TTOCTYITArOIIEei
MMUIIel OTHOBPEMEHHO OyIeT 3HAYWUTENbHEH CHIKEHO
1 TIOCTYTUICHUE TpUIITO(aHa.

PexkomeHaaLuu no npMMeHeHuUI0

cneyuanu3upoBaHHbIX NPOAYKTOB e4e6HOro

NMUTAHUA

IMotpe6HoCcTh B CITJIIT 3aBMCHUT OT BO3pacTa M MacChl
Tesla mauueHTta. Y aereit rpyaHoro Bodpacta CITIII npu-
MEHSIIOTCSI ITPAaKTUUECKU B Kaxkaoe kopMieHue. letu ¢ TAl
MOTYT MPOAOJIKUTh IPYAHOE BCKAPMJIMBAHUE MOCJIE yCTa-
HOBJICHMSI TMArHO3a, OZHAKO JOJISI TPYIHOTO MOJIOKa
YMEHBIIIACTCS 1 TOTIOTHSIETCS OIIPeIeSIeHHBIM KOJIMIECT-
Bom CITJIII. KonnuecTBO IM3MHA B TPYIHOM MOJIOKE CO-
craBisieT 86—89 mr Ha 100 mu1. B Havane KopmiieHus pe-
OCHOK IT0JTyJaeT TPYIHOE MOJIOKO MJIU amallTUPOBAHHYIO
MOJIOYHYIO CMECh B HEOOXOAMMOM KOJMYECTBE, a 3aTeM
CITJIT (aMMHOKMCIOTHYIO cMeCh 0€3 JIM3MHA U TPUTITO-
(bana). Ctout yunuThIBaTh, YTO AMANTUPOBAHHBIE MOJIOUHBIE
CMeCH cojepxXaT OoJbIle JIM3WHA, YeM MaTepHHCKOE
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Tab6muua 3. Pexomendyemvie Hopmbl nompeodaerus beaxa 04s 300poevix demeii pazauurozo eozpacma [ 18]

Table 3. Recommended protein intake rates for healthy children of various ages [ 18]

European Union,

AR USA, g/kg/day World Health Organization, g/kg/day g/kg/day
0—6 mec 2,2 r/Kr/cyt
0—6 months 2,2 1,38 a 2.2 g/kg/day
6—12 mec 2,6—2.9 r/kr/cyT
6—12 months 1,6 1,21 1,6 2.6—2.9 g/kg/day
1—-2rozna _ _ . 36 r/cyT
1-2 years 36 g/day
2—3rona _ _ _ 42r/cyr
2—3 years 42 g/day
1-3 rozma 1.2 0,97 1,1 -
1-3 years
4—6 et 541/cyr
4—6 years L1 0,84 1,0 54 g/day
7—10 et 63 r/cyr
7—10 years 1,0 0.8 1,0 63 g/day
Manpuuku 11—14 ner 75 r/cyT
Male 11—14 years 1,0 0,79 1,0 75 g/day
Manbuuku 14—18 ner 87 r/cyr
Male 11—14 years 0,9 0,69 0,9 87 g/day
HeBouku 11—14 ner 69 r/cyt
Female 11—14 years 1,0 0,76 0,95 69 g/day
HeBouku 14—18 ner 76 v/cyT
Female 14—18 years 0.8 0,64 0,85 76 g/day

Ta6muua 4. Cpednee cooepacanue auzuna 6 beakax pazuuhsix npodykmoe [ 18]

Table 4. Average lysine content in proteins of various products [ 18]

Lysine content, % of total protein Lysine, mg/g of protein
9 90

Pri6a

Fish

Msico 1 MsICHBIE TIPOTYKTHI 8 80
Meat and meat products

IpynHoe momoko

Breast milk . &
KopoBbe MOJI0KO 11 MOJIOUHBIE TTPOIYKTHI 7 70
Cow’s milk and dairy products

Sitna 6 60
Eggs

Kaprodeinn

Potatoes 6 60
Cost 1 coeBble TPOIYKThI 6 60
Soy and soy products

Opexu

Nuts 230_8’5 20—85
SRS 2,0-6,5 4065
Fruits

OBomm

Vegetables 4,0-6,5 2065
XJ1e6 1 3epHOBBIE IPOTYKTHI 2—4 2040

Bread and grain products
|
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Tadmuna 5. Kosgppuyuenm xonsepcuu auzuna [20]
Table 5. Lysine conversion rate [20]

Group of prOdHCts

DpyKTHI

Fruits 40

OBomm 50

Vegetables 3amMeHa Tu3uHa OeJIKOM:
KapTodens 1 mpoxyKThl U3 KapTodeJs 60 B cpeniHeM 1 r6enka = 50 Mr mMsuHa

Replacement of lysine by protein:

Potatoes and potato products
1 g of protein = 50 mg of lysine on average

KopoBbe MOJIOKO 11 MOJIOUHBIE TTPOLYKTHI 70
Cow’s milk and dairy products

Xie6

Bread 30
3epHOBBIE TPOTYKThI 30
Grain products

Ilpumep: ecau kapmogheawvhoiii npodykm codepyucum 1,8 e 6eaxa na 100 e npodykma, koaruuecmeo ausuna cocmagasem 1,8 x 60 =
108 me/100 e.
Example: if the potato product contains 1.8 g of protein per 100 g of product, the amount of lysine will be: 1.8 x 60 = 108 mg/100 g.

Tabmuua 6. bezonacuvie yposru nompebaenus 6eaxa u sHepeemuueckue HompebHocmu y 0emeii U 3pocabix (bl100pOHHO U3 peKomMeHoayuil
FAO/WHO/UNU oas 300posoii nonyasyuu) [ 18]

Table 6. Safe levels of protein intake and energy needs in children and adults selected from FAO/WHO/UNU recommendations for a healthy population [ 18]

Protein intake Energy demand

Age Intake, g/kg body weight Males, kJ/kg Females, kcal /kg Males, kcal/kg
per day S bFemale§, L of body weight of body weight of body weight
ody weight per day
per day per day per day

| e 1,77 0,5 340 335 81,3 80,0
month

g mec 1,50 2,5 334 348 79,8 83,2
months

g’ mec 1,36 5,0 305 315 72,9 75,3
months

g mec 1,31 10,0 248 275 59,3 65,7
months

12 mec

12 months 1,14 15,0 193 230 46,1 55,0

1,5 rona 1.03

1.5 year > Adults, moderate activity level, body weight 70 kg

2 rona 0,97 _ _ _ _ _

2 years

g’ e 0,90 18—29 159 183 38,0 43,7
years

4] ner 0,87 30-59 148 175 35,4 418
—7 years

7—10 net

7—10 years 0,92 a - - a a
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Oxonyanue mabauyst 6
End of table 6

IToTpebuenue 6enka DHepreTnyeckas NOTPeGHOCTh

Bo;gicn Kenmuuapl  MyKUHHbI B3pociibie, yMepeHHblii ypoBeHb AKTUBHOCTH, Macca Teja 50 kr
11 0,90 0,91 18—29 180 212 43,0 50,7
12 0,89 0,90 30—59 183 212 43,7 -
13 0,88 0,90 — — — -
14 0,87 0,89 O0mas T0NOJHATEbHAS HEPreTHIecKasi NOTPeOHOCTh NP GepeMEeHHOCTH
15 0.85 0,88 TpumecTp K/ /neHn KKaJI/ieHb
16 0,84 0,87 | 375 90
17 0,83 0,86 11 1200 287
18 0,82 0,85 111 1950 466
>18 0,830 0,83 — — — -

MOJI0KO, To3ToMy moJst CITJIIT y rpyaHBIX neTeit, momyda-
IOIINX ATaNTHPOBAHHYIO MOJIOUHYIO CMECh, OyIeT BHIIIIE.

ITockonbKy HEOOXOAUMO OLIEHUBATH MOCTYIUIEHUE
JIM3WHA U, CJIeA0BaTEIbHO, KOJIMISCTBO MAaTEPUHCKOTO
MOJIOKA, PEKOMEHIOBAaH PETYISIpPHBIE KOHTPOJb MAaCCHhI
Tejla M POCTa MJIAZICHIIA, a TAK)Ke KOHIICHTPAILIMN aMITHO-
KHCJIOT B KPOBH.

VY mereit crapirero Bo3pacta M B3pOCJIBIX CYyTOYHAs
no3a CITJIII nomkHa OBITH pacmipenesieHa 1o KpaitHeit Me-
pe Ha 3 OTHCIBHBIX IIpHUEMa U IIPUHUMATLCS BMECTE C Ha-
TypaJbHBIM OeJTKOM. B TakoM ciTydae ITOCTyIaoIme aMm-
HOKHCJIOTH MOWIYT Ha BBIMOJTHEHNE CHHTETUYECKMX
¢yukumit. B mpotuBHOM ciIydae, TIpu mpreMe Beeld CyTod-
Hoit o361 CITJIIT 3a ogyH TTpyieM M1 Ha TTYCTOM XKETyI0K,
aAMMHOKHWCJIOTHI BCACHIBAIOTCSI B KPOBB CJIUIIIKOM OBICTPO
1 PacXOMyIOTCSI Ha SHEPreTUYECKMiT OOMEH.

ITpu passenennu CITJIIT y geteit 1-ro roga Xu3HU
cIemyeT MIPUACPXUBATHCS PEKOMEHIYeMOi IIPOU3BOINTE-
JieM KOHLIEHTpaluuu. Y OeTeil crapilie rojfa u B3pOCJbIX
ITOPOIIKOOOPa3Has CMECh AaMUHOKHUCIIOT MOXKET OBITh TIPH-
TOTOBJICHA B BUIE HAIIMTKa, KpeMa WU KeJeoOopasHOU
Macchel. HeoOxommMo Takske coOMomaTh MpeaucaHHOe
KOJIMYECTBO KUAKOCTH, MHAYE BO3MOXKHBI TOIITHOTA, OO
B XXMBOTe WK auapest. [TopoIIok jJede6Hoi CMECH MOXHO
Pa3BOOUTH B MEHBIIIEM KOJTMUECTBE KUIKOCTH IIPH YCIIOBUH,
YTO HEIOCTAIONIAS XXUIKOCTh OYIET BHIITATA CIICIOM.

BsepeHue npuxkopma

BBenmenmne mpukopma B BUIE Kalll, OBOIIHBIX M (DPYK-
TOBBIX MIOPE AOJXKHO OCYIIECTBASATLCS B COOTBETCTBUU
C TJJaHOM TNUTaHMs Kak [Jisl 310poBOro pebeHka. Beioop
IMPOAYKTOB MUTAHUS IIPH TOM agaIllTUPYeTCS K OCOOBIM
IUeTUYeCKUM TpeboBaHUsIM mist TAl:

* 1-i1 aram: B Bo3pacre 5—6 Mec — OBOIIHBIE, PPYKTO-
BBIC ITIOpe, 0€3MOJIOUHBIC KaIll ¢ HU3KUM COIepKa-
HUeM OeJKa;

* 2-ii aTamn: B Bo3pacte 6—7 Mec — GPYKTOBLIE MIOPE;

 3-if sram: B Bo3pacte 10—12 Mec — Mcmoab30BaHNe

HHU3KO0EIKOBBIX HATYypaIBbHBIX IIPOOYKTOB 00Jjice TBEP-

JOM WJIM TYCTOM KOHCUCTEHIIVN.

Kak ToybK0 Hayaja0ch BBEACHNE MPUKOPMa, HEOOXO0-
IAMO PacCUYMTHIBATh COmepKaHWe B HeM Jm3nHa. Komu-
YeCTBO KOPMJICHUI TPYIHBIM MOJIOKOM WJIM MOJIOYHOM
CMECBIO, COOTBETCTBEHHO, YMEHBIIIAETCS.

Mpumepsbl pacyeta guetbl

Jayee mpuBOOIMM ITOLIATOBBIC aJTOPUTMBI pacdyeTa
nuethl ¢ mpuMeHeHneM CITJIII mst mereit pa3HOTO BO3pa-
CTa, OCHOBaHHBIC Ha KIIMHNYIECKUX peKOMeHmausx [18],
Ha nipumMepe cMmeceit «GA1 AHamukc nHpaHT» 1 «XLYS,
TRY Inyrapuoon».

151 pacueTa DUETHI TIOHATO0SITCSI TaHHBIE, TIPEICTaB-
JIeHHbIE B TabJ1. 1—7.

Curyamusa 1. Pe6erok 1 mec, macca tena 3600 r. Ipyna-
HOE BCKapMJIMBaHUE.
PekomenmyemMast HOpMa €3KeJHEBHOTO MOTPEOICHHUS:
Bcero Oenka: 2,2—2,5 r/KT MacCHI Tela;
HaTypaJIbHBIN 0eJToK — 1,5 I/KT MacChI Tena;
SKBUBAJICHT Oeika — 1,0 I/KT MacchlI Tena;
Bcero Oejka: 2,5 I'/KT MacChI Tea;
mm3uH — 90—100 Mr/KT Macchl Tena;
TpunTodad — 17—20 MT/KT MacCHI TeJa;
SHepreTrIecKas ieHHOCTb — 110—120 KKai/KT Macchl Tefa.
Pacuer na dakTnyeckymw maccy:
* HaTypaIbHbII 0eJIOK: 1,5 I/Kr Macchl Tenia x 3,6 Kr =5,4 r/cyT;
Bcero Oeska: 2,5 I'/KT MacChI Tela;
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Tabmuua 7. [Tompe6bHocmb 8 OCHOBHBIX HYMPUEHMAX Y NAUUEHMO08 ¢ 2Aymaposoil ayudypueii muna 1 [15]

Table 7. The need for essential nutrients in patients with glutaric aciduria type 1[15]

Age of patient

-—
—
=
o
(=

Nutrient

0—6 mec 7—12 mec 1-3 roma 4—6 ner Crapiue 6 et
Jnerorepanus

M36erath Upe3aMepHOTO MOCTYILIE-
JIn3uH Genka HaTypaJbHbIX HUS 0eJiKa. YIoTpeOIsiTh TPOIYKThI
TPOIYKTOB, MT /KT /CyT - . C HA3KUM COJIEPXKaHUEM JIN3UHA
Protein lysine of natural products, e 20 e S ey (Dewey et al., 1996)
mg/kg/day Avoid excessive protein intake. Eat foods

low in lysine (Dewey et al., 1996)
Tpunrodan 6eaka HaTypab-
HBIX MPOAYKTOB, MI'/KI'/CyT 20 17 13-17 13 13
Protein tryptophan of natural
products, mg/kg/day
Beok HatypainbHBIi, T/KT/CyT . _ _ _ _
Natural protein, g /kg/day 1,3-1,4 1,3—1,5 1,3-1,4 1,1-1,3 1,1-1,3
Benok 3a cuer CIT*, r/kr/cyr
Protein from SP*, g/kg/day L tEe (ESE0 0;8 08 8
Benox (o6mmit), r/Kr/cyT _ . _ _ -
Total protein, g/ke/day 2,1-2,7 2,1-2,5 2,1-2,2 1,9-2,1 1,9-2,1
DHepreTudeckas eHHOCTb,
KKaJl/KT/CyT 80—115 80—95 80—-95 78—90 78—90
Energy value, kcal/kg/day
WAVESIOEIEOREL, () >100 >100 >100 >100 >100
Micronutrients, %
OcHoBHas MeTa0OIMYECKAs Tepanust

LXEYQIET AR Dy 100 100 100 50—100 30-50

Carnitine, mg/kg/day

*Cneyuanu3uposanHulii NPOOYKm Ha 0CHO8e AMUHOKUCAOM 06e3 AU3UHA U mpunmogana.
*A specialized product based on amino acids without lysine and tryptophan.
______________________________________________________________________________________________________________________________________|

* skBuBaNieHT 6enka (CIJIIT): 1,0 r/kr x 3,6 kT = 3,6 T/CyT;
Jm3uH: 90—100 Mr/xr x 3,6 kT = 324—360 Mr/cyT;
KaJIOpUHOCTD: 120 KKaj/Kr x 3,6 Kr = 432 KKaj/cyT;

* 00BeM xkuakocteit: 150—180 My1/KT Macchl Tea; BCero
6enka: 9 r/cyT.

Pacyer npoayKTOB MUTAHUSA:

Pekomennyemasi HopmMa exKeTHEBHOTO TOTPEOJIEHNS:
Bcero Oenka: 2,2—2,5 /KT MaccHI Tea;
HaTypaJbHBIN 6eoK — 1,5 T/KT Macchl Tena;
Bcero Oefka: 2,5 /KT Macchl Tela;

9KBUBaAJICHT Oeka — 1,0 /KT Macchl Tena;

mu3uH — 90—100 mr/Kr Maccel Tena;

. Eciu rpyaHoe MOJIOKO COAepKUT 86 MT JIM3MHA
B 100 M1, eXXeqHEeBHOE MOTPEOIEHNE TPYIHOTO MOJIO-
Ka coctaBuT: 324 x 100/86 = 377 M.

. Cyrounoe motpebieHne Oenka cocTaBisieT 9 r/cyr,

a Kom4ecTBo Oeska B 377 MJI TpPyJHOTO MOJIOKA CO-

craBur 1,3 x 377/100 = 4,9 1, COOTBETCTBEHHO, HEOO0-

XOIMMOE KOJTMIECTBO OeKa 13 CriennaTu3upoOBaHHON

cMmecu cocTaBut: 9—4,9 =41 1.

. Ecimm cienmmanu3npoBaHHast CMeCh COIEPKUT 2 T OeII-

ka Ha 100 M1, exkeTHEBHOE ITOTPEOICHUE TOJKHO CO-

craButh: 4,1 x 100/2 = 205 M.

Curyamns 2. Pe6eHok 6 Mec, Macca Testa 7500 . Mckyce-

CTBCHHOC€ BCKapMJIMBAHUE.

TpunTodad — 17—20 Mr /KT Macchl Tela;
kanopuitHocTh — 100 KKa/Kr Macchl Tefa.

Pacuer Ha (pakTHYECKYIO MACCY:

HaTypalbHbIi Oesok: 1,5 r/Kr macchl Tena x 7,5 kr =
11,25 r/cyT;

SKBUBATEHT Oeska: 1,0 T/Kr Maccei Tena x 7,5Kr = 7,5 1/cyr;
Jm3uH: 90—100 Mr/xr x 7,5 kr = 675—750 Mr/cyT;
kasiopuitHocTb: 90—100 kkan/xr x 7,5 kr = 750 kKan/cyT;
00BeM xuakocTeit: 150—180 mr/KT MacchI Tena;
Bcero 6enka: 2,5 r/kr x 7,5 kr = 18,75 r/cyT.

Pacuer npoaykToB nutanus:

. Ecnu apantupoBaHHast MosiouHast cMech (2-s1 popmy-

na) cogepxuT 115 mr mu3uHA B 100 MJI, eXXeqHeBHOE

19
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Tabmuua 8. I1ran numanus pebenka 3 nem ¢ eaymaposoii ayudypueit muna 1

Table 8. Nutrition plan for a 3-year-old child with glutaric aciduria type 1

“ Caloric Coﬂteﬂt, keal
1,3 160 67

-—
—
=
o
(=

100 M1

bl
AanTupoBaHHAA MOJIOYHASA CMECh 100 ml

Adapted milk formula
’ D 1,56 192 80
120 ml
«XLYS, TRY Inyrapumon» 14,5 r cyxoii cMecu 112 0 47
“XLYS, TRY Glutaridon” 14.5 g of dry mix >
DpyKTHI 200 T
Fruits 200 g 0.8 32 54
OBomu 250
Vegetables 250 g 2 100 80
Bbanan 100 T
Banana 100 g 1 56 95
Kaprodenn 100 r
Potato 100 g 2 120 70
or 13 390 343
Kaiua rpeuneBas g
Buckwheat porridge
o A 2,6 78 69
20g
Luoy 9 270 208
Kara mysibsrusnakosas 100g
Multi-slag porridge
oo A 1,8 54 )
20g
oor 0,5 40 745
ClMBOYHOE Macjio g
Butter
Lty 0,05 4 76
10g
Cnusku 20—30 % 40r
Cream 20—30 % 40¢g 1,0 80 80
HEwmomnoxko pucoBoe 400 vt
Rice NEmoloko 400 ml 0.8 24 240
Xn1e6 (Oyaouka 13 MIIEHUIHON MYKH) 50r
Bread (wheat flour bun) 50g 3,6 8.5 136
HytpureH 6e30eJ1KOBbII HAITMTOK 50 r cyxoro nopouika 0 0 238
Nutrigen protein-free 50 g of dry powder
Beeeo _ 172+112 8035 1307
otal

nmotpebieHe afanTUPOBaHHOW MoJioyHoit cMecu 4. KopmueHnust kaxabie 3,5—4,0 4: mo 185 ma x 6 pas

coctaBuT: 690 mr x 100 mMi1/115 mr = 600 Mt (18 Mep- B CYTKH.

HBIX JIOXeK cMecu Ha 540 M1 BOIbI). 5. Benenwne npukopma: Ha 100 r 0BOIITHOTO ITIOpe comep-
2. CyrouHoe norpebieHue oeska coctasisieT 18,75 v/cyr, xwutcest 1o 0,5 T 6enka u 25 MT TM3MHA COOTBETCTBEHHO.

a 00beM Gesika B 600 MJT amanTUpOBaHHON MOJIOYHOM MaxkcumanpHOE JOMMyCTUMOE CYyTOYHOE KOJIUYECTBO

cMecu coctaBurt 1,4 x 600/100 = 8,4 1, cooTBeTCTBeH- Ju3uHa — 750 MI, 3a cY4eT aganTUPOBAHHOM MOJIOYHOM
HO, HEOOXOAMMOE KOJIMYECTBO OejIKa 13 crieluanu3u- cMmecu — 690 Mr imM3uHa, 3a cuet 100 r OBOILLIHOIO IIope —
poBaHHOI1 cMecu coctaBuT: 18,75—8,4=10,351 25 mr musuHa. [1pu yBennueHnm oobeMa mpuKopMma c co-

3. Ecnu criennann3upoBaHHast CMECh COIEPXUT 2 T 0e1-  AepxkaHueM Gosiee 60 Mr IM3MHA HEOOXOAMMO CHUXATh
ka Ha 100 mu1, exkeMHEBHOE TTOTPEOJICHNE TOJDKHO CO-  00beM amalnTHUPOBAHHON MOJOYHOM CMECH COOTBETCT-
craButh: 10,35 % 100/2 = 517 mu. BEHHO.
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Neuromuscular DISEASES

Tab6muua 9. OchosHble npunyunb: mepanuu 6 ycaogusx cmayuonapa [ 18]

Table 9. Basic principles of therapy in a hospital setting [ 18]

Calories

120 % (pacuet nueTh
Ha KKaJl/Kr/cyt)*

120 % (calculation

of diet per kcal/kg/day)*

-—
-—
—
[=J
=
-
Ll
=
o
=

A. Restoration of energy demand

Increase of energy demand up to 120 % of the age norm

98—128

96—109 98—109 96—98

B. Intravenous infusion therapy

JlekcTposa
Dextrose

Kupsei 20 % (1Mo mokazaHu-
SIM), IPU OTCYTCTBUU MeTab0-
JINYECKOTI'0 aliua03a

Fats 20 % (according to indications),
in the absence of metabolic
acidosis

Koppekiius 31eKTpOaUTHBIX
HapyleHun
Correction of electrolyte disorders

WMHcynuHoTepanus
Insulin therapy

JleBokapHUTHH
Levocarnitine

8§—151/kT/CyT
8—15 g/kg/day

HauanpHas no3a 1—2 r/Kr/cyT; eciiu BO3MOXKHO, IMTOBHIIIIEHNE T03bI 10 2—3 T/KT/CyT
The initial dose is 1—2 g/kg/day; if possible, increasing the dose to 2—3 g/kg/day

ConeBbie paCTBOPHI M PACTBOPHI JJIEKTPOJIUTOB
Salt solutions and electrolyte solutions

[Tpu runepravkeMuu Boiire 10 MMOJIb/JI U /WU TAIOKO3YPUU BO3MOXKXHO BBEICHUE MHCYJIMHA
M €T0 aHAJIOrOB (KOHTPOJIMPOBaTh ypoBeHb K* B KpoBM)
With hyperglycemia above 10 mmol/I and/or glucosuria, insulin administration is possible and its analogues
(monitor the level of K* in the blood)

150—200 mr/xr/cyT
150—200 mg/kg/day

C. Protein requirements

HatypanbHblii 6es10K
Natural protein

AMWHOKWCIIOTHBIE CMECH
(6e3 Mu3rHa)

Amino acid mixtures (without
lysine)

TMonHoe nckinoueHne 6e1ka MaKCUMaJIbHO Ha 24 9 C TIOCTETIEHHBIM BO3BPATOM
J10 MUHMMAaJIbHO 0€30IMacHOr0 ypoBHS B TeueHue 48—72 4. Eciu peGeHOK HaXOIUTCS
Ha HU3KOOEJIKOBOM J1eTe 6e3 mprueMa aMUHOKHUCIOTHBIX CMECei, OCYIECTBIISIOT
TIOCTENIEHHOE BBeAeHME Oeska B TeueHue 24—48 u

Complete elimination of protein for a maximum of 24 hours, with a gradual return to the minimum safe level
within 48—72 hours. If the child is on a low-protein diet without amino acid mixtures, a gradual introduction

of protein is carried out within 24—48 hours

AMWHOKUCIOTHBIE CMECU Ha3HAYAIOT per 0S WIN Yepe3 Ha30racTpaabHbINA 30HT
B no3e 0,8—1,3 r/Kkr/cyt
Amino acid mixtures are prescribed per os or through a nasogastric probe at a dose of 0.8—1.3 g/kg/day

2KapornoHmkaromas Tepanus
Antipyretic therapy

AHTHOaKTepraTbHAs TEPATTHST
Antibacterial therapy

TIpoTBOPBOTHEIE CpPENCTBA
Antiemetics

JleruapaTalioHHas Tepamus
Dehydration therapy

D. Pharmacotherapy

TTpy TTOBBIIIEHUH TeMIepaTypk! Beie 38,5 *C — HOYIIpodheH 1 TapaleTaMo
B BO3pAaCTHOM 103€

When the temperature rises above 38.5 °C — ibuprofen and paracetamol should be taken
in an age-related dose

HasHayatoT B 3aBUCUMOCTHU OT MPEANOJIAraeMOro MaToreHHOTo areHTa B BO3PACTHBIX 103aX
It is prescribed depending on the suspected pathogenic agent in age-related doses

MerokionpamMu Wi OHZAHCETPOH B BO3PACTHO 103€
Metoclopramide or ondansetron in age-appropriate dosage

Ecmm muype3 <3—4 mit/Kr/cyT, Ha3HavaloT (hypoceMu B BO3paCTHOM 103e (He Oosee
yeM 3—4 UHBEKIIUU B ICHB) (CAEAUTH 32 DJEKTPOJIUTHBIMU HAPYIIIEHUSIMUA B KPOBH )
If the diuresis is less than 3—4 ml/kg/day, furosemide is prescribed in an age-related dosage (no more than
3—4 injections per day) (monitor for electrolyte disturbances in the blood)
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Oxonyanue mabauyst 9
End of table 9

D. Pharmacotherapy

B ciydyac ICKOMIICHCUPOBAHHOIO MeTabOoJIMUECKOTro alua03a BO3MOXHO Ha3HAUECHHE HaTpuda

Harpus rugpokapooHaT
Sodium bicarbonate

TUApOKapOOHaTa BHYTPUMBEHHO (1Mo KoHTpoJjieM pH u Na+ B KpoBu) Wik MepOPaTbHO
In the case of metabolic acidosis, it is possible to administer sodium bicarbonate intravenously (under the

control of pH and Na+ in the blood) or orally

IIpu cynoporax BO3MOXHO Ha3HAY€HHNE CTAHAAPTHON aHTUAIIIIIENITUIECKO Tepanvy B 3aBUCH -
MOCTH OT THUIA CYIOPOXHBIX MPUCTYIOB C UCIIOJb30BAaHUEM TaKMX MPEenaparoB, Kak peHobdap-

AHTHSTIAIETITUYCCKAS
Tepanusi
Antiepileptic therapy

OouTa, JeBeTUpaleTaM, JJAMOTPUIKIAH, TONMMpaMar, (PeHUTOMH, KapOaMa3elmnH 1 KJIOHA3eIaM,
B BO3pPAaCTHBIX 1O3aX. Hasznauenue IperapaToB BaJ'[]:HpOCBOfI KHCJIOTBI HE2KEJIaTEJIbHO
It is possible to prescribe standard antiepileptic therapy, depending on the type of seizures, using drugs such

as phenobarbital, levetiracetam, lamotrigine, topiramate, phenytoin, carbamazepine and clonazepam in age-
related doses for seizures. The prescription of valproic acid preparations is undesirable

E. Vital functions and laboratory parameters monitoring

Yacrora CEepAEYHbIX COKPALEHUI, YaCTOTa AbIXaTeJIbHbIX IBUXXEHUI, KOHTPOJb

2KV3HEeHHO BasKHBIE
GbYHKITUN

Vital functions

apTepHaIbHOTO JaBJICHUS, TEMIIEPaTyphl, Auype3a. [Ipu yrHeTeHUM COZHAHUS —
OLICHKAa YPOBHS CO3HAHUA I10 IIKaJIe Inasro
Heart rate, respiratory rate, control of blood pressure, temperature, diuresis. In case of oppression of

consciousness — assessment of the level of consciousness on the Glasgow scale

Kposb
Blood

'YpoBeHb Tmoko3b1, pH 1 rasel kposu, saekrpoiuThl (K, Na*, kanbiuii nonusupoBaHHbIi, Cl7)
Glucose level, pH and blood gases, electrolytes (K*, Na*, ionized calcium, CI-)

* Bo epems 3HUeharumono0obHbix KpUu308 Heooxoo0umo yeeauuugams nocmynienue snepeuu 0o 120 % om HopmanvHoll sHepeemuye-

CKOIl NOMpeOHOCMU 8 CYMKU C YeAbl0 npe0ynpelcoeHuUs pa3eumus Heepoa02UMecKuxX HapyueHuil, 80 8pems 0CMpblX COCMOSHUI

oHepeemuueckas nompebHocms éospacmaem na 30—40 % om gusuonoeuneckoii Hopmol.

*During encephalitis-like crises, it is necessary to increase the energy intake to 120 % of the normal energy requirement per day, in order to prevent the

development of neurological disorders, during acute conditions the energy requirement increases by 30—40 % of the physiological norm.
|

Curyamus 3. ITanmenTst geTcKoro Bo3pacta. PebeHok
3 roma, macca tena 13 xr.
Pekomenyemasi HOpmMa exkKeTHEBHOTO MOTPEOIEHUS:
KkanopuiiHocTh — 80—95 kKan/Kr/cyT;
HatypaibHbIi 6enok — 1,3—1,4 r/kr/cyr;
Bcero Oesika: 2,2 r/kr x 13 kr = 28,6 r/cyT;
akBUBaJIeHT Oenka — 0,8 r/kr/cyT;
Jn3uH — 80—60 Mr/KT/CyT.
Pacuer Ha (pakTHYECKYIO MacCy:
kanopuiiHocTh — 1040—1235 kkau;
HaTypanbHbIi 6e1oK: 1,3—1,41/kr x 13 kr= 16,9—18,21/CYyT;
akBUBaIeHT Oenka: 0,8 r/xr x 13 xr = 10,4 v/cyT;
usuH: 60—80 mr/kr x 19 xr = 780—1040 Mr/cyT.
Pacuer npoaykToB nuTanus: py pacyeTe HU3KOOETKOBOM
JIMETBI CO CHIDKEHHBIM COIEPKaHMEM JIM3WHA U TpUNTo(haHa
HEOOXOIMMO TTIOMHUTB, UTO JIM3VH U TpUNTO(aH ComepKar-
s TIPAKTUYECKU BO BCEX MTPOIYKTAX, M YIUTHIBATH 3TO TTPU CO-
CTaBJIEHUU Jie4ueOHOro pauroHa. Bo3aMoXHO paccuuMTathb
MPUMEPHBI 00bEM MOTPEOISIEMOrO JIU3UHA, ECIIA HET TOY-
HBIX YKa3aHUI O COCTaBE NMPOAYKTA, UCTIOJIB3YS CIECAYIOLLIUAN
K03(hbUIIMEeHT KOHBEPCUY TM3UHA: B | T HATYpaIbHOTO OeJ-
Ka conepxkurcs mpumepHo S0 Mr m3nHa. B Tadm. 8 mpuseneH
TIPUMEPHBII TUIaH MUTaHUsT pebeHKa 3 JIeT.

HasHaueHue npenaparoB, copepixalux

JIEBOKAPHUTUH

Baxwoit cocrapmnsonieit Tepanuu nipu [Al sBisiercs
J00aBJIeHNUE JI€BOKAPHUTUHA. JIEBOKADHUTUH CBSI3BIBAET

TJIYTapoOBYIO KUCIIOTY U OOECTIEUBAET €€ BhIBEICHUE U3 Op-
raHW3Ma B BUJE TJIyTApUJIKAPHUTHUHA. Y OOJBIIMHCTBA
HeJIeYeHHbIX naiueHToB ¢ Al KOHLeHTpalus o01Iero
1 CBOOOTHOTO KapHUTHHA B TIJIa3M€ U CHIBOPOTKE KPOBU
Hu3Kas. HavyanpHast mo3a 1€BOKapHUTUHA COCTABIISIET
100 mMr/KT/CyT, OHa MOXKET OBITH CHIKeHa 10 30 MT/KT/CyT
y TIAIIMeHTOB CcTaplile 6 JIeT IpU HOPMAJTbLHOM YPOBHE CBO-
0OIHOTO KapHUTHHA B KpoBH [18].

Tepanus B nepuop MeTabonmyeckoro Kpusa

U B Nep1oA NHTePKYpPEeHTHOro 3abonesaHus

HeotnoxHoe nedyeHue sBIseTcs Hanbosiee BaXKHbIM
acriektoM Teparnuu [Al. CBoeBpeMeHHOE HavasIo0 Teparnmn
BO BpEMSI UHTEPKYPPEHTHOTO 3a00JIEBAHUS UMEET OOJIBLIOE
3HAUEHUE [JIs1 TIPEOTBPAILIEHUST TOPAYKEHUST TTIOAKOPKOBBIX
CTPYKTYp M IBUTATENIPHBIX HapymeHUi [12]. OcHOBHBIE
TIPUHIIMITE MTHTEHCUBHOM Teparuy MpUBEACHBI B Ta0I. 9.

Tepanusa HeBpONOrUYECKUX OCNOMKHEHUMN

HakomnneHue HEMpOTOKCUYHBIX METAOOJIUTOB HEU3-
0€>XHO MPUBOAUT K MOBPEXIECHNIO Oa3a/IbHbIX TAHTJINUEB
y nauneHToB ¢ [Al U K pasBUTHIO CTONKOI MBIIIICYHOU
IUCTOHUHU U criactTiudHoCTH [6]. [Ipenaparamu 1-i1 ouepe-
ITA JTST KOPPEKIIUY MBILIEYHOM AMCTOHUY SIBIISTIOTCS OaK-
JodeH U ImpenapaThl U3 TPy 0eH3011Aa3eITMHOB (I1a-
3eram, KJIOHa3eram), HalpaBJIeHHbIE Ha KOPPEKIIUIO
TeHEePaTM30BaHHBIX 1 (hOKATBHBIX AucToHMi. [Tpemaparom
2-i1 ouepenu MpU BEIPAXKEHHOM TMCTOHUIECKOM CUHIPOME
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CUMTaeTCs IUKIION0 (TpUreKCeHUIN), KOTOPHI Ha-
3HaYaeTcs JeTSIM B Bo3pacte crapiue 5 et [15, 18]. ITpu-
MCHEHHME aHTUXOJIWHEPTUUECKUX IIperapaToB CIeayeT
OTpaHUYMBATh B CBA3M C PUCKOM ITOSIBIICHUS VUIN YCYTY-
0JIeHWSI KOTHUTUBHBIX U TICUXWUYECKNX HapYIICHUH. AJTb-
TepHATUBHBIM IIpeTiapaToM VIS JIedeHHST (DOKATBHBIX TH -
CTOHMI M CHACTUYHOCTH SIBJISCTCS OOTYJIOTOKCHUH A,
OIHAKO TIPH €T0 IJUTEIHbHOM IMPUMEHEHUN BO3MOXKHO
dopMurpoBaHUE TSKEION ayTOMMMYHHOM peaKIInm.

K coxanenuto, mpu TSKEJIBIX TUCTOHUSIX M BRIPaXKEeH-
HBIX TMIIEpKUTHETUIECKIX PACCTPOICTBAX (hapMaKOTePaITHsT
1-if mmHIM 9acTo Hed((hEeKTUBHA. Y OTHMX ITaIlleHTOB
HaOII00aeTCsl HEMOCTaTOUHBIN 9 PEKT OT MpeajaraeMoi
Teparmu, y APYTUX BOZHUKAIOT CYIIIECTBEHHBIC TIO00YHBIC
3(eKTHI TpY Ha3HAUYeHUM OeH30IMa3eITMHOB, OaKIodhe-
Ha ¥ aHTUXOJIMHEPTUUECKHUX IIperaparoB. B Takux ciayda-
SIX UHTpaTeKaJIbHOE BBeIeHNE OaKIo(heHa SIBJIIeTCS TIep-
CITEKTHBHBIM aJIETEPHATUBHBIM METOIOM JICUCHMS TSKEITBIX
CJIy9aeB BTOPMYHON TUCTOHUH, TIOCKOJIBKY IIPUMEHSIIOTCST
TATPYEeMBIC U CYIIIECTBEHHO CHIDKEHHBIC TO3bI OaKiIodheHa,
B OTJIMYME OT CUCTeMHOM Tepanuu [18]. B HeKOTOphIX TS~
JKEJIBIX CIIyJasiX pacCMaTpUBACTCSI BOIIPOC O IMPOBEICHUN
IyOOKO# CTUMYJISIIIYM Oa3aIbHbBIX TaHTaueB [18].

MoHuTOpUHT Tepanuu

[Mpu HA3HAYCHNY TUETOTEPAITMN HEOOXOIMMBI KOHT-
POJIb YPOBHSI aMUHOKMCJIOT M X META0OJIUTOB B IJIa3Me
KPOBU M MOY€E, OMOXUMHUUIECKUX MAPKEPOB HYTPUTHUBHOTO
craTyca, IMHAMUIeCKoe HaOMmoaeHNe 3a (pU3NIeCKIM pa3-
BUTHEM W HYTPUTHUBHBIM CTATyCOM ITallEHTA, a TaKXKe
IeproamIecKast KOpPeKIIvs JIeIeOHOTO pallioHa ¢ pacye-
TOM €T0 XUMHUIECKOTO COCTaBa.

O0s13aTeTbHBIMU IJTST OLIEHKY TTPY KAXKIOM TTOCEIICHUN
Bpada SBJISIIOTCSI pOCT MallMeHTa, Macca Tejia, IPUPOCT
pa3MepoB To10Bbl. CorTacHO KIIMHUYECKNM PeKOMEHIa-
LIUSIM, BCEM TMallMeHTaM CJIeIyeT IIPOBOIUTh OMOXUMMIYE-
CKMiT aHaJIN3 KPOBU (ComepskaHNe TITIOKO3bI, TT0Ka3aTeIn
KHCIIOTHO-OCHOBHOTO paBHOBeCHsI, OOIIero oenka, 6ei-
KOBBIX (ppakLmii, aibbymuHa, C-peakTUBHOTO Oenka, 00-
Iero OMmIMpyorHa, XOJIeCTepUHA, TPUTIULIEPUIOB, JINTIO-

MIPOTEUI0B HIU3KOI 1 BEICOKOM IUTOTHOCTH (MCCIIeA0OBaHC
YPOBHSI JIMTTOIIPOTEMTHOB B KPOBH), IIEJIOYHOM (pocdaTassl,
KpeaTMHWHA, MOYEeBUHBI, aJlaHMHAMHHOTpaHCchepassl,
acmapratTaMuHOTpaHchepassl, KpeaTuH(POCGhHOKMHAZHI,
KaJIbLIMST OOIIETO U MOHU3NPOBAHHOTO, HATPHS, KaJus,
Heopranmdeckoro docdopa, xkenesa, heppUTUHA, MATHUS)
[15, 18]. OnpeneneHue aap0yMMHA KPOBM Ha3HAYAIOT ITa-
LIMEHTAM IIPU BO3HMKHOBEHHMU IIPOOJIEM C MMMTAaHUEM.
OrnpenenieHre ypoBHEN Kabiust, hochopa KpOBU, TIEUEHOU -
HBIX TpaHCAMMHA3 IIPOBOIUTCSI CO CICAYIOIIEH YaCTOTOM:
Kaxble 3 Mec — nalyeHTaM 10 rofa, Kaxiasie 6 Mec — Ia-
LiMeHTaM oOT 1 roma 1o 6 JieT, Kaxable 12 Mec — MmalueHTam
crapie 6 ser [18]. Takke HEOGXOIMM KOHTPOJIb YPOBHSI
AMMHOKMCJIOT ¥ KApHUTHUHA B KPOBH C IIEJIBIO IIPEIOTBPA-
eHUs ux nedpunura. Ecim mm3nH 1ra3Mel HIDKE HOPMBI,
TIpemyIaracTcs yBeIMIeHNE KOJTMIeCTBAa HATypaJIbHOTO OeI-
Ka WX MOXET MOTpeOOBaThCsI M3MEHEHNE THIIA ITUIIIH,
HamnpUMep KOJIMYECTBA MOJIOYHBIX TPOAYKTOB. KOHIIEHT-
panuy B MOYe TaKMX METabOJIMTOB, KaK TIyTapoBas
u 3-OH-ryTapoBas KMCIOTBI, M KOHLIEHTPALIMS TJIyTa-
PUJIKAPHUTHHA B KPOBU HE KOPPEIUPYIOT C KIMHUIECKH-
MM CUMIITOMaMM Y pUCKaMU pa3BUTHUSI METa0OINUECKOM
JIEKOMITCHCALINH, Y TIOCTOSTHHBIN KOHTPOJIb 3TUX I0Ka3a-
TeJIeit He TpeOyeTcs.

3aknoueHue

B teuenne mocnennux 30 et ObUIM pa3pabOTaHbI M OTT-
TUMM3UPOBaHbI TeparneBTudeckue rmoaxoast mist TAl. Jlu-
eTOTepanus B COUeTAaHUU C TIOCTOSTHHBIM ITPUEMOM JIEBO-
KapHUTWMHA M 0COObIe 9KCTPEHHBIE TTPOTOKOJIbI JICUSHUS
BO BpeMsI 3ITU30J0B MHTEPKYPPEHTHOTO 3a00IeBaHUST —
«30JI0TOM cTaHgapT» JieueHust [Al. DTo MO3BOJISET CyllIe-
CTBEHHO CHU3UTH YaCTOTY Pa3BUTUS SHIE(PATUTONION00-
HBIX KPU30B U, CJ€A0BaTEIbHO, YPOBEHb MHBATUAN3ALUN
M CMEPTHOCTH y MALIMEHTOB, OCOOEHHO C PAaHO YCTAHOB-
JICHHBIM JUarHo30M. JJ1s MpakTUKYIoIIero Bpaya, KOTO-
pbIii HAUMHAET TEPAIUIO NaLMEeHTa C TAKUM PEAKUM 3a00-
neBaHueM kak IAl, HeoOXogMMO 3HATb MPUHIUIIBI
JIUEHUS U MPaKTUYeCKUe aJiTOPUTMEBI pacyeTa JUEeTOTe-
panuu, 9ToOBI HAYaTh JIeYeHe KaK MOXKHO paHbIIIE.
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likana «3Tuonorua u neyeHme BOCNANANTENbHOU
Henponatun» (Inflammatory Neuropathy Cause
and Treatment, INCAT) gnsa oueHKu cteneHu
WUHBANUAN3ALUMN Y 60NIbHBIX XPOHMYECKOM
BOCNANIUTENIbHOU AeMUESIMHUZUPYIOLLEN
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BBeaeHue. XpoHuyecKkas BocnanuTeNbHas geMuenuHusnpyiowas nonuHenponatus (XBAM) oTHocuTtcs K KypabenbHbIM
AM3UMMYHHBIM NOAKHeponaTuam. B ocHoBe AnarHocTUku W onpefeneHuns TakTUKKU BegeHuna naumeHTtos ¢ XBAMN nexut
Hanuymne 06BLEKTUBHOO NONOXKUTENLHOTO OTBETA HA NaToreHeTUYeckyto Tepanuto. C Lenbio 06beKTUBU3ALUM XKanob na-
LMeHTa W OLEHKW AMHAMUKM €ro COCTOSHWUA PeKOMeHAYeTCs MCNOoJb30BaHWe BaNUAMPOBAHHBIX WKAN U ONPOCHUKOB.
B paboTe npepcTaBneHbl pesynbtatel 1-ro 3tana Banugauuu wkansl Inflammatory Neuropathy Cause and Treatment
(INCAT), npegHa3HayeHHoIt ANs OLEHKM CTENeHW MHBaNUAN3aLum y naumenTos ¢ XBJN.

Llenb uccnepoBaHus — npoBefeHue NTMHTBOKYLTYpHON afanTauum wkansl INCAT y nauuenTos ¢ XBAMN ¢ paspaboTkoii
ee pYCCKOoA3bIYHOW BEpCUN.

Marepuanbl u metopbl. B nccnegosaHue BkntoyeHo 15 nauneHtos ¢ anarHozom XB[, cooTBeTCTBYIOWMUM KpUTEPUAM
EFNS/PNS. JIunrauctuyeckas patudukaLmus opuriuHanbHon aHrmnonasblyHoit Bepcuu wkansl INCAT npoBogunack cornacHo
00LENpPUHATLIM PEKOMEHAALUAM.

Pe3ynbtarthl. MonyyeHa pycckosnsbiuHas Bepcus wkansl INCAT.

3aknioueHue. MNposefeH 1-i 3Tan BanMAaLMu WKanbl «ITMONOTUA U NeyeHne BocnanuTenbHon Hetponatumy (INCAT)
ANs OLEHKM CTeNeHW MHBanuan3aLumum y 6onbHbix XBAM.

KnioueBble cnoBa: XxpoHUYecKas BOCNaNUTENbHAA AEMUENMHU3MPYIOLWAn nonuHenponatus, XBAM, auaummyHHas nonu-
HeliponaTus, Banuaauus, TMHIBOKYNLTYPHan agantauus, nepesog, Inflammatory Neuropathy Cause and Treatment, INCAT,
PYCCKOA3bIYHAA BEPCUA

Ina uutupoBaHua: Apectosa A.C., MenbHuk E.A., 3aitiues A.b. u gp. Wkana «3TMonornsa u neyeHune BoCnanuTeNbHOM
Heitponatuuy (Inflammatory Neuropathy Cause and Treatment, INCAT) ans oueHKM cTeneHn UHBaNUAM3aLMmM y 60NbHBIX
XPOHUYECKON BOCNANUTENLHON leMUeNnHU3NpyoLLei noaMHenponaTuen: NMHrBOKyALTYpHas agantauus 8 Poccun. Heps-
HO-MblleYHble GonesHn 2021;11(4):26-33. DOI: 10.17650/2222-8721-2021-11-4-26-33.

Inflammatory Neuropathy Cause and Treatment (INCAT) Scale for the assessment of disability
level in patients with chronic inflammatory demyelinating polyneuropathy: linguocultural
ratification in Russia

A.S. Arestova’, E.A. Melnik’, A. B. Zaytsev?, A.A. Zimin', A. Yakubu’, E.S. Sherbakova’, D.G. Yusupova', D.A. Grishina’,
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Background. Chronic inflammatory demyelinating polyneuropathy (CIDP) is a treatable dysimmune polyneuropathy.
An objective response for pathogenic therapy is essential in diagnosis and management of CIDP. For proper assessment
of patient’s complaints and evaluation of disease progression, it is recommended to use validated scales and question-
naires. The paper presents the results of the first step of Inflammatory Neuropathy Cause and Treatment (INCAT) vali-
dation in patients with CIDP.

Objective: the development of the Russian version of the INCAT scale and its linguocultural ratification.

Materials and methods. 15 patients with definite CIDP (according to EFNS/PNS criteria) were enrolled. Linguocultur-
al ratification was conducted according to the standard protocol.

Results. The Russian version of the INCAT scale was developed.

Conclusion. We conducted the first stage of INCAT scale validation in patients with CIDP.

Key words: chronic inflammatory demyelinating polyneuropathy, CIDP, dysimmune polyneuropathy, validation, linguo-
cultural ratification, Inflammatory Neuropathy Cause and Treatment, INCAT, Russian version
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BsepeHue

XpoHnYecKast BOCHAINTEIbHAS IeMUSTMHU3UPYIOIIAsT
noauHelponarus (XBAIT) o6benuHsieT Tpyniy XpoHU-
YeCKMUX HEWpOIMaThii AM3MMMYHHOTO TeHe3a, XapaKTepH-
3YIOIIUXCS TPOrPECCUPYIONIUM, PEMUTTUPYIOIINM WA
CTYIIEHEOOPpa3HBIM TUITOM TEUEHUS C Pa3BUTHEM CHUMIITO-
MAaTHKH Ha IIPOTSDKEHNM OoJ1ee 2 Mec. B 0CHOBe KIIMHIIeCKMX
nposieneHnii XBIT nexar mpokcuManbHasi U JUCTaabHas
MBIIIIeYHAasT CJ1a00CTh, HApyIIIeHNE IITyOOKOM 1 TTIOBEPXHOCT-
HOI 9yBCTBUTEJILHOCTH TI0 TTOJIMHEBPUTHUYECKOMY THITY, CHH-
JKEHIE WJIY BBITIAIEHNE CYXOKITBHBIX PehIEKCOB, HAIMINE
ceHcuTrBHOIM atakenu [ 1—3]. Kimmanueckast kaptraa XBIITT
OTJIMYAETCS TeTEPOTeHHOCTRIO M MpEACTaBIeHa TUITMIHOM
" aTUIMIHBIMEA hopmamu. CormacHo Kputeprsim EBporieii-
cKolt demeparuu HeBpOJOTMIECKUX 00IIecTB/O0IIecTBa
Mo 3a00JIeBaHUSAM NeprudepruIecKoil HEpBHOM CHUCTEMBI
(EFNS/PNS, 2010) BbIIeIeHbI CIAYIOIINEe aTUITMIHEBIC (hop-
MBI 00JIe3HU: MYJIETU(OKATbHASI IPUOOpPETEHHAS AEMUEIIN -
HU3HPYIOIIasi CCHCOMOTOPHAS ITOIMHEHAPOIIATHST (CHHIPOM
JIstonca—CamHepa), mucTanbHast IpHoOpeTeHHAST JEMUCTH -
HM3UPYIOIIAs CMMMETPIIHASI TIOMMHEHponaTys, (DOKaTbHasT,
MPENMYILIECTBEHHO CEHCOpHasi 1 MOTOpHast opmal [1]. [Au-
arHoctuka XB/II1 B mogassitollieM OOJbIIMHCTBE TpeOyeT
KOMIIJICKCHOTO TIOIX0Ia ¥ OCHOBBIBASTCSI HE TOJIBKO Ha TaH-
HBIX MHCTPYMEHTAJIbHO-JIa00paTOPHBIX MCCIICIOBAHMIA,
HO M Ha OTBETe Ha JieueHue [2, 4].

¥V nopassionero 0oJbIIMHCTBA MaureHToB ¢ X BJITT
OTMEUaeTCs TIOJIOKUTEIBHBIN OTBET Ha ITATOTCHETUIECKYIO
Tepamuio 1-it TuHUK (TIperapaThl YeJI0BeYeCKOTr0 NUMMY-
HOTJIOOYTMHA, TTIOKOKOPTUKOCTEPOUILI, BEICOKOOOHEM-
HbI Tu1a3Madepes) [1, 5]. Tem He MeHee, HECMOTpSI Ha BO3-
MOXHOCTh TIPOBENCHUSI MMAaTOT¢HETUIECCKON Tepaltnm,
y 50 % GonbHbix XBJII1 pazBuBaeTcst BpeMEeHHAs! WJIK IIep-
MaHEeHTHas MHBaJInAn3amus [6].

B ocHOBE 00BbEKTUBHOM OLIEHKW AMHAMUKU COCTOSTHUS
nauueHTta ¢ XBJII1 — onpeaeneHust oTBeTa Ha MaToreHe-
THYECKYIO TepaITnio, KOHCTATalsI PEMHUCCUM MU 000-
CTpeHMS 00JIe3HM — JISKUT aHAJIN3 BEIPAXKEHHOCTH HEBPO-
Jorndeckoro aeduinra. OObeKTUBU3ALMNS TMHAMUKA
HEBPOJIOTMIECKOTO meduimTa Ha GoHe IIPOBOAUMOM Te-
parmu ¢ y4eTOM B TOM UHCJIe TeTePOTEHHOCTH KIIMHIYE-
ckoil kKaptuHbl XBJIII siBasieTcsl akTyaJbHOU 3amadeid.
B psime padot 3apy0OeskHBIX KOJUIET IIPEIMETOM N3YJICHUS
SIBJISTIACH OIICHKA OTpaHNYCHUS aKTUBHOCTH Y TAIIICHTOB
¢ XBIII — tpygHOoCTei#t B OCyIIeCTBJIEHUU aKTUBHOCTH,
KOTOPBIC MOKET UCITBITHIBATh MHIVWBH (COTIIACHO MexXmy-
HapoOIHOM KiaccuduKauuy (PyHKIIMOHUPOBAHUSI, OTpa-
HUYEHU XKU3HEAEITeTbHOCTH U 310poBbs) [7—9]. [Toka-
3aHO, YTO OIpaHMYEeHME aKTUBHOCTH MauueHToB ¢ XBJII1
0oJree TTOJTHO OTpaxkaeT (YHKIIMOHAIBHBIC OTPAaHUTYEHMS,
C KOTOPBIMU €XETHEBHO CTAJIKMBAIOTCS JaHHbBIC TTAITNCH-
Thl, U KOppEJIUpPyeT ¢ KauecTBOM ux Xu3Hu [7]. I1o atum
MIPUYMHAM B OOJIBITMHCTBE IIPOCIIEKTUBHBIX KOHTPOIMPY-
€MBIX UCCIICIOBAHUIA 110 TIPOBEACHUIO MATOTEHETUYECKOM
tepanuu y nauueHToB ¢ XBJ/II1 B KauecTBe OCHOBHOTO
WHCTPYMEHTA IS OLIEHKW OTPaHMYCHUS] aKTUBHOCTU
KaK KOHCYHOM TOUYKHU UCITIOIB3YeTCS IIKajla MHBAININ3a-
muu Inflammatory Neuropathy Cause and Treatment
(INCAT) [10, 11] (cm. Tabmuiry). Illkama pa3paboTtaHa
TPYIITON CIIEIINAINCTOB B 00IaCTH TM3UMMYHHBIX TIOJIH-
HeMpOITaTHii ¥ IPENMYIIIECTBEHHO MCITOIB3YEeTCSI B aHTJIO-
a3pr9HOM BapuanTe [12]. [To 7oCTymHBIM HaM JaHHBIM,
JIMHTBOKYJIBTYPHAS afanTalvs 1 BaIMIAIIAs JAHHOM IITKa-
761 B Poccnm paHee He TPOBOIMIINCE.

Iexb paGoThl — B paMKax 1-To 3Tara BaIMIAlINK IIKa-
siel maBamau3aun INCAT y naumenToB ¢ XBIT mpo-
BECTH JIMHTBOKYJIBTYPHYIO aganTaIlnio IIKAJIEI C pa3padboT-
KOl pyCCKOSI3BIYHOM BEPCUM.
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Opueunanvhble uccaedosanus

Opueunanvnas eepcus wikanrvt INCAT [12]
The original version of the INCAT scale [12]

The INCAT scale
Arm disability Points Leg disability Points
. ‘Walking

No upper limb problems 0 not affected 0
Symptoms, in one or both
arms, not affecting
the ability to perform Walking affected,
any of the following but walks
functions: doing all zips 1 independently 1
and buttons; washing outdoors
or brushing hair; using
a knife and fork together;
handing small coins
Symptoms, in one arm Usually uses
or both arms, affecting unilateral support
but not preventing any 2 (stick, single 2
of the above mentioned crutch, one arm) to
functions walk outdoors
Symptoms, in one arm glseiltilrle}l,ll;i?po it
or both arms, preventing 3 tick tch 3
one or two of the above %S 16Ks, crutches,
mentioned functions Tame, o arms) to

walk outdoors
Symptoms, in one arm Usually uses
or both arms, preventing wheelchair to travel
three or all of the 4 outdoors, but able 4
functions listed, but some to stand
purposeful movements and walk a few
still possible steps with help

Restricted
Inability to use either to wheelchair,
arm for any purposeful 5 unable to stand 5
movement and walk a few

steps with help

Overall disability results from sum of arm and leg disability
scores:

Martepuanbi u meToabl

Jwn3aifH rcciemoBaHus OBII COIIACOBAH ¢ Ipodecco-
poM Maacrpuxtckoro yHmBepcutetra (HumepmaaHmbr)
C. Faber, omHUM 13 pa3pab0TIYNKOB OPUTHHAJIBLHOM IIIKa-
Jbl. B xome o0cykneHus: 3TaroB padoThl ObLI ITPeACTaBICH
pycckos3praHbIN niepeBo, Kaibl IN CAT, BeITOSTHEHHBII
paHee ST NCTIOJIb30BaHUS B MEXKIYHAPOIHBIX KITMHINIC-
CKMX HMCCJICIOBAHMSIX, OMHAKO B OTKPBHITBIX UCTOYHUKAX
TIepeBOI OKA3aJICS HEAOCTYIICH MIJIST UCTIONIb30BAaHUS B py-
TUHHOM TTpaKTUKe; JAaHHBIX O JIMHTBOKYJIBTYPHOI aganTa-
LMY ¥ BJIMAAIIMHA pacCMaTpUBAaEcMOT0 BapraHTa IepeBoIa
B JIOCTYITHBIX UICTOYHMKAX HAMM HaiiieHO He ObU10 (Tput. 1).
s mroy9eHys mpaBa Ha IepeBOI ¥ BAIMIALINIO PYCCKO-
a3br9HOi Bepcun mkainbl INCAT mexny @PTBHY «Ha-
VUHBIM HEHTP HEBPOJOTMU» U MaacTpUXTCKUM YHUBEP-
CUTETOM OBLIO MOAMNMCAHO JIULIEH3UOHHOE COTJIAllleHUE,
rapaHTUpylollee HaM JaHHOE TIPaBo.

HccnenoBanue 6bL10 0J00PEHO JIOKATbHBIM 3THUYE-
ckuM KomuteroM GPT'BHY «HayuHbIi LIEHTp HEBPOIOTUIT».

OT Bcex MCIBITYeMBIX TTOJYYEHO TOOPOBOIBLHOE TTOMITH-
caHHOe MH(MOPMUPOBAHHOE COTJIacHe Ha yIacTHE B MCCIIe-
JIOBaHUU.

JImAarBUCTUYEeCKAasA paTU(UKAIMSI OPUTUHAIBLHOU
aHTJIOSI3BIYHON BEPCHUM IIKAJIBI IIPOBOIMIACH COTJIACHO
OOIIENTPUHSTHIM peKoMeHaauusam [13, 14].

Ha 1-M sTane opurruHaabHast Bepcusi LIKaIbl ObLUIa repe-
Be/IcHA C aHIJIMIICKOTO Ha PYCCKUI SI3BIK 2 TIePEeBOTUYNKAMU
MEINIIMHCKON JINTepaTyphl HE3aBUCUMO APYT OT Ipyra,
MOCJIe 9YeT0 KOHCOMMANPOBAaHHAs TIepeBeAcHHAS BEpCHs
ObLJIa HaIIpaBJIeHA Ha OOPaTHEIN ITePEBOJ ITIEPEBOTINKY —
HOCHUTEITIO aHIJIMHACKOTO SI3BIKa ¢ MEIUIIMTHCKUM 00pa30-
BanueM. [Tocite aToro 6bUTa pa3paboTaHa pyCCKOSI3BIYHAS
BepcusI, comepkaHe KOTOPOit 00CYKIeHO Ha 3acelaHu’
9KCIIEPTHOI KOMUCCHUH B COCTAaBE TIEPeBOIINKA-IKCIIEPTa,
HE IPUHUMABIIIETO paHee YIaCTHSI B TIEpEBOIE, HEBPOJIO-
TOB — CIICIIUAJIMCTOB B 00JIACTH AU3NMMYHHBIX TTOJTMHE-
poraTtuii U MEAULIMHCKOTO CTaTUCTUKA.

BropbiM 3Tarmom OBLIO ITPOBEICHNE MTMIOTHOTO TECTH -
pPOBaHUSI YTBEPXKICHHOM ITPOMEKYTOUHOM BEPCUU Y TIAlIH-
€HTOB C JOCTOBepHbIM AuarHo3om XB/II1, HaGmogatonmx-
ca B llenTpe 3aboneBaHuit nepudeprudeckoil HEPBHOM
cucteMbsl DI'BHY «HayuHBIi LIEHTp HEBPOJIOTUM».

Kpurepun BKIIIOUeHUS B NICCIICIOBaHIE:

— Bo3pacT ot 18 JeT;

— YCTaHOBJICHHBII IMAarHO3 TUITMYHOW MU aTUTTMYHOM op-
Mbl XB/IIT (cooTBeTCTBUE KITMHUYECKUM U HEHPOPU3NOJIO0-
ruyeckumM kputepusim XBJIIT EFNS/PNS, 2010) [1].
Kpureprun HeBKITIOUECHUS B MCCIICAOBAaHME:

— HaJIM4YME COMMYTCTBYIOLIETO CaXapHOro ,[[I/Ia6€Ta 2-10 TUIIA,

— OEpPEMEHHOCTD;

— BUpYC MMMYHoOIe(UIINTA YeJloBeKa, renatut B, C, cudumc,
nudTepust B aHaAMHe3e.

B paboty 6butn BKITIO4eHBI 11 maiyueHToB ¢ TUMUYHOK
dopmoit XBAIT u 4 manuedTa ¢ cuHApoMoM JIprorca—
Camuepa. B mutoTHOM McciemoBaHUN BCE MAITUEHTHI ObLTH
HOCHUTEJISIMU PYCCKOTO SI3bIKa. MearnaHa Bo3pacTa Malm-
eHTOB cocTaBwiIa 47 neT (KBapTwin: 28; 71), cpeau maim-
€HTOB B IpyIiie rpeodaagany MyxuuHsl (9/15). [TunotHoe
TeCTUPOBAHNE MPOBOIMIOCH 2 HE3aBUCUMbBIMU HEBPOJIO-
ramu ¢ uHTepBajgoM oueHkM 30—40 muH. CiaoxHocTe
TIpY IOHVMAaHWHM ¥ MHTEPIIPETAIINH IIIKAJIBI Y MCCIIeIOBa-
TeJiel He BOSHMKIIO.

Pe3ynbratbl U 06CyKACHUE

ITo pe3ynsraTaM TMJIOTHOTO TECTUPOBAHMST TIPOBEIC-
HO MOBTOPHOE, 3aKJTIOUYNTEIbHOE 3aceaHe SKCIIEPTHOM
KOMMCCHH, Ha KOTOPOM ObLIIa yTBep:KAcHa (DUHaATbHAS
PYCCKOSI3BIYHAST BEpCHS IITKAIBI (TIPHUIL. 2).

Hcmonp3oBaHne MeXXIyHAPOIHBIX IIIKAJ M OIIPOCHM -
KOB SIBJISICTCST BaXKHBIM MHCTPYMEHTOM B apceHaJie Bpaya,
TOCKOJIBKY TTO3BOJISIET 0OBbEKTUBU3NPOBATD XKAJIOOBI Ta-
nueHTa (Takre Kak 00J1b, OHeMeHNe), (GYHKIIMOHATBHBIN
CTaTyC U CTEIIeHbh HEBPOJIOTMUECKOTO Ae(hUITNTA 0 1 TTOCIe
CHUMIITOMATUIECKOTO WJIM ITaTOreHETUYECKOTO JICUCHUS,
a TaKXe OLICHUTh IMHAMUKY €ro COCTOsTHUA. Bamumupo-



OpueuHnanvHble Uccaedo8anus

HepBHo-Mblweunbie O JIE3HH

BaHHBIE MEXXIyHAPOTHBIE TIIKATBI ¥ OTIPOCHUKY SIBIISIIOTCSI
BaXHBIMU MHCTPYMEHTAMU KaK B KIIMHUYECKOU MTPaKTUKeE,
TaKk ¥ B HayuYHBIX McciaeqoBaHusx. Mx ncronb3oBaHue
HE TOJIbKO JAOTIOJTHSIET OLIEHKY HEBPOJIOTMIECKOTO U (DyHK-
LIMOHAJIBHOTO CTAaTyCOB Ha (pOHE CHUMIITOMATUYECKOTO
WV TIATOTEHETUYECKOTO JICYEHUSI, HO TaKKe MO3BOJISIET
00BEKTUBU3MPOBATH XKATOOBI MaleHTa (00Jb, OHEMEHNE)
U OLIEHWBATh TWHAMUKY eTo coctosiHus. [Iponecc Banu-
JAIY BKITIOYAET 2 3Tara: TMHTBOKYIBTYPHYIO aanTaluio
WHOSI3IYHBIX ITKAJT U OMTPOCHUKOB U OLIEHKY UX TICUXOME-
TPUIECKUX CBOMCTB, TAKMUX KAaK BATMIHOCTbD, HAEXXKHOCTh
U 9yBCTBUTEJIBHOCTb.

lkana uaBaymnusamu INCAT mo3BosisieT OLleHUBaTh
CTeTieHb OTPAHUYEHUS aKTUBHOCTY HA OCHOBAaHUY CEpPUU
BOITPOCOB, KOTOPHIE 331at0TCS BpauoM manmeHTy. OrieHka
HapylIeHWil B pyKax ompenensietcs B 6amwrax ot 0 go 5
Ha OCHOBaHUWY BBIOOpA MALIMEHTOM CTETIEHW HapyIIeHUs
BBITIOJIHCHMST PyKaMHM («He HapyIIeHO», «HApyIIeHO, HO
BO3MOXKHO», «<HEBO3MOXHO») CIICAYIOIINX ISHCTBUIA: 3a-
CTETMBATh BCE MYTOBUIIBI M MOJTHUU HA ONIEXIE, MBITh WJIN
pacuechIBaTh BOJIOCHI, TOBOPAYUBATH KITIOY B 3aMKe, T1e-
penaBath Meskre MOHeThl. CTeTieHb HapyIIeH!I B HOTax
TakXxe orleHnBaeTcs B 6auiax ot 0 10 5 B 3aBUCMMOCTH OT
BO3MOXKHOCTHU TIEPEeABUXKEHUST: 0€3 TTOAIEePXKKHM (CaMOCTO-
SITEJTbHO), C OMHOUW TPOCTHIO WJIM OMHUM KOCTBIJIEM WJIN
C OTIOPOIi Ha YBIO-TO PYKY, C ABYMSI TPOCTSIMU U KOCTHI-

JISIMU WUTA ¢ OTHOM TPOCTBIO WJTK OMHUM KOCTBLIEM 1 OITO-
pPOI Ha YbIO-TO PyKYy WIM C XOOAYHKAMU, HA UHBAJIUIHOM
Kpeciie, HO C BO3MOXHOCTBIO CAMOCTOSITEILHO ITPONTH
HECKOJIBKO II1aroB, TOJIbKO Ha MHBATUIHOM Kpecie. [1ka-
JIa JOCTaTOYHO IIPOCTa B MCITOI30BAHUM 1 HE OTHUMAET
MHOTO BpeMEHM.

Ha stamne riepeBoma clIoxKHOCTEH ¢ TEKCTOM He BO3HHKIIO.
B mporiecce MMIOTHOTO TECTHPOBAHUS Y Psiia TTALIMEHTOB
TIp1 OTBeTe Ha Bonpoc: «MIMeroTcst 1 y Bac TpyIHOCTH C MBI-
TBEM WJIA pacyeChIBAHMEM BOJIOC?» BOSHUKAIN 3aTPYIHEH WS
B CJTy4ae OTCYTCTBHSI BOJIOCSTHOTO TIOKPOBAa Ha TOJIOBE, TT03-
TOMY B XOJIe¢ 3aCeIaHMsI KOMUCCHH OBIJIO PEIeHO Irepecop-
MYJIUPOBAaTh (Ppazy Ha «MBITbE TOJIOBHI WM PacyeChIBAHME
BoJIoC». OcTalTbHbIE KOPPEKTUPOBKH HE TTOBIMSUIA HA N3Me-
HEHHE COIepKaHMS WIM CMBICIIAa BOIIPOCOB.

3akntoyeHue

IIpoBenen 1-i1 aTanm BaaugalMy MIKAJIBl « DTHOJIOTUS
M JIedeHHe BOCIAJMTENbHOUN Helpomatum» INCAT
JIJISI OLIEHKU CTENeHU MHBaIMAu3auumn y 6onbHbIx X BT —
TepeBO U TMHTBOKYJILTYpHAs afarTalys, — B pe3yJibrare
KOTOPOTO pa3paboTaHa PyCCKOSI3bIYHAST BEPCUST IIKAJBI,
KOTOPYIO MOXHO CUMTaTh opulMaabHONi. B Hacrogiee
BpeMs MpoJoJIKaeTcss paboTa Haj 2-M 3TalloM Balnuja-
LM — OLICHKOM IICUXOMETPHUECKHX CBOMCTB IIIKAJIbI (Ha-
NIEKHOCTD, YYBCTBUTEIBHOCTD, BAJIUIHOCTD).
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Opueunanvhble uccaedosanus

PycckosasbiuHaa Bepcusa wkanbl INCAT,
ucnosb3syemasa B MeXXAYHAPOAHbIX UCCNIe[0BaAHUAX
(nepeBop opranusauueii Mapi)

The Russian version of the INCAT scale used in international
studies (translated by Mapi)

IIkana INCAT

BepxHue KOHEUHOCTH

0 = Het nmpo6iyieM ¢ BepXHUMU KOHEYHOCTIMU

1 = He3nauurtelbHble HApyIIeHUs PYHKIMN OTHON
I 00erX PYK, He BIUIONIYE Ha CITOCOOHOCTD BBITIOJTHATD
KaKoi-1mobo 13 4 BUIOB NesITeIbHOCTH ™

2 = Hapymenus ¢yHKUMUA OTHON MIU 00eUX PyK,
BIIMSTIONINE Ha CLIOCOOHOCTD BBITTOJTHATH KaKoii-Inoo u3 4
BUIOB JeATEIbHOCTUA, HO HE MPETISITCTBYIOIINE UX BBITION-
HEeHUIO*

3 = Hapymenusa (pyHKIIUM OJHONW MJIM 00EeUX PYK,
MPETISITCTBYIONIME BLIOTHEHMIO 1 vt 2 U3 4 BUIOB AesI-
TeJIbHOCTH ™

4 = HapymeHust GyHKIMHU OTHOM MM 00enX pyK,
MPETISITCTBYIONIME BBITIOJTHEHUIO 3 MU BeeX 4 BUIOB AesI-
TEeJIbHOCTH®, C COXpaHEHMUEM BO3MOKHOCTH BBITTOJTHEHUS
HEKOTOPHIX lieJIeHAIIpaBJIeHHbIX IBUXEHUN

5 = HecrmocoOHOCTh BBIIIOJHSATH OJHOM WJIM 00eMMU
pYKaMU LiejieHaInpaBJIeHHbIE IBUKEHUS

HuxHue KOHEYHOCTH

0 = Xonpba He HapylIeHa

1 = Xonpba HapylieHa, HO CAMOCTOSITEIbHO XOOUT
o yJIULE

2 = OOBIYHO XOIHUT ITO YJIMIIE C OXHOCTOPOHHEH MO -
IEPKKOM

3 = OOBIYHO XOIUT TI0 YJIUIIE C ABYXCTOPOHHEH IO -
IEPKKOM

4 = OOBIYHO IIepeMelIaeTcs IO YIUIIe Ha Kpeciie-Ka-
TaJIKEe, HO MOXET CTOSTbh U CHAEJIaTh HECKOJIbKO LIAroB
C MOAIEePKKOM

5 = I[1oCTOSIHHO MCTOJB3YET KPECI0-KaTaJIKy, HE MO-
XKET CTOSITh WJIM MPOUTH HECKOJIBKO 1IAr0B C MOAIEPXKKOMU

Ipunoxenune 1
Supplement 1

IIIkana oneHKN HIZKHAX KOHEYHOCTEMH
BriOepuTe 0aMH BapuaHT OTBETA B KaXKI0il CTPOKeE:

Bomnpoc da | Her | Hempumenumo

Hapymrena 1 xonp6a?

Kaxk manueHT
repeMeIaeTcst mo yaume?

1. be3 momoru
(CaMOCTOSITENILHO).

2. C oHOI TPOCTHIO
W OTHUM KOCTBI-
JIEM WJIM C OTIOPOA
Ha YbIO-TO PYKY.

3. C 1ByMs TPOCTAMU

W KOCTBUISIMU WU

C OJJHOM TPOCTBIO WK
OIHUM KOCTBUIEM U OMIOPOI
Ha YbIO-TO PYKY WIN

C XOOWJIBHOM PaMOM.

4. Ha kpecie-KaTajike

Ecnu manueHT ucnosb3yet

KpecJI0-KaTasky, MOXeT JI OH
(a) BCTaTh U IMPOMTH HECKOJIb-
KO ILIaroB C MMOMOIIbIO OTHOTO

yejioBeka?

IIIkana oueHKN BepXHUX KOHEYHOCTEMH
BribepuTe onviH BapraHT OTBETA B KaXKIOW CTPOKE:

Hego3-
MO2KHO

3arpyaHeHo,
HO BO3MOKHO

He 3arpyn-

eiicTBue
A HEHO

3acTeruBaHUe BCEX
MOJTHUM U ITyroBuII?

MpbITbe WK pacyechl-
BaHUe BoJIoC?

Hcnonb3oBaHue
OIHOBPEMEHHO HOXa
W BUIKU?

OO0palleHue ¢ MeJIK1-
MU MoHeTamu?

*3acTeruBaHue BCEX MOJHUI 1 ITYTOBUILI, MBITHE UJIK paCy€CbIBAHUE BOJIOC, UCITIOJIb30BaAaHUE OMHOBPEMEHHO HOXa U BUJIKH, 1mbo o6pameﬂme C MeJ-

KNUMU MOHETAMHU.



OpueuHnanvHble Uccaedo8anus

HepBHo-mbiweyHbie 5OJIE3HH

OduumnanbHaa pycCKoA3bIYHAA BEPCUA LWKaNbI
«JITNONOrNA U NIeYyeHne BOCNanuTeIbHoOM
Heiponatuu» (INCAT), pesynbrar
NUHIBOKYNBLTYPHOW apanTauum COTpPYAHUKaMU
®rbHY «HayuHblit LLeHTp HeBpONOrMU»

The official Russian version of the scale “Inflammatory

Neuropathy Cause and Treatment” (INCAT), the result 1.

of linguocultural adaptation by the staff of the Research
Center of Neurolog 2

IIpunoxenue 2
Supplement 2

HBIX ACHCTBUI, HO ITO3BOJISIIONINE COBEPINATh HEKO-
TOpBIC IIeJICHATIPABIICHHBIC TBIKCHIS,

5 — coBeplleHHE IIeJIeHAIPaBICHHBIX IBIKCHHUH PYy-
KaM# HEBO3MOXHO.

Hapymenune ¢pyHKnyn HIZKHMX KOHEYHOCTENH
Hapymena v y manueHTa rmoxonka?

Hapymenue ¢pyHKnyn BepXHUX KOHEYHOCTE
1. UmeroTrcst u y malmMeHTa Kakue-JIM0o CUMITTOMBI B py-

Ha[] Her[]
. BeibepuTe oauH BapuaHT OTBETa B KaXI0i CTPOKE:
Henpu-
Bompoc Hda |Her MEHIMO

Kax, HampuMmep, IOKajJblBaHUE, OHEMEHUE, OOJIb
WU ¢J1a00CTh?

Kaxk manpeHT mepemernaercst
no yauue?
1. be3 monnepXKu (CaMOCTOSITENILHO).

Ha[l
Hert [] (ecnin HeT, nepeiiaute K pazaeny «HapyiieHue
(GYHKIIUM HIDKHUX KOHETHOCTEH» )

2. BeibepuTe omuH BapraHT OTBETa B KaXXIO# CTPOKeE:

Heso3s-
MO2KHO

He napy-
HIEHO

Hapymeno,

JleiicTBue
HO BO3MOXKHO

3acTernBaHMe BCEX

2. C oIHO# TPOCTBIO WIM OJ1-

HUM KOCTBIIEM WJIU C OTTOPOii

Ha YbIO-TO PYKY.

3. C aByMsl TPOCTSIMU UJIA KOCTBUISI-
MU WIK C OMHOM TPOCTHIO WK OTHUM
KOCTBLIJIEM U OIOPOIA Ha YbIO-TO PYKY
WJIM C XOMYHKAMM.

4. Ha uHBaNIMaHOM Kpeciie

MOJIHUM U MYTOBULL

MBbIThe roI0BbI
WV pacuyechiBaHKE
BOJIOC

Ecnu maumMeHT ncrnob3yeT MHBa-
JIMIHOE KPEecIo, MOXKET JIM OH BCTaTh
U TIPOMTU HECKOJIBKO I11aroB

C TIOMOIIbIO OHOTO YesioBeka?

OngHOBpeMEHHOE
HCIIOJIb30BAHKME HOXA
Y BUWIKU

Hepeua‘{a MEJIKUX

OneHka B dauiax: .

* 0 — HapyIIeHue OTCYTCTBYET;
* 1 — cMUMIITOMBI B OTHOU MJIN O0EUX pyKaxX, HE BIMSIIO-

11I1Me Ha BBITIOJIHEHUE JIIDOOTo U3 CJIICOYIOIIINX IEUCT- *

BUI: 3aCTETMBAHUE BCEX MOJHUN U IIYyTOBUII;, MbBITHE
TOJIOBBI MJIN PaCYCChIBAHNEC BOJIOC, OJHOBPEMEHHOC

MCIIOJIB30BAaHUEC HOXa MW BWIKU, Iepeaadya MEJIKHNX *

MOHET;
* 2 — CUMITOMBI B OTHOM MTH 00enX pyKax, HapyIlIaro-
M€ BBHIITOJTHEHNE KaKOTO-TH00 M3 MepeIMCICHHBIX

HeﬁCTBHﬁ, HO HE NPECIIATCTBYIOIINE €TO BBIITIOJITHCHUIO, *

* 3 — CUMITTOMBI B OHOM WJIM 00eUX pyKax, IMPEIsITCT-
BYIOLLIME BBHIMOIHEHUIO OJHOTO WIN ABYX U3 Mepeun-
CJICHHBIX IEVICTBUIA;

* 4 — CUMITTOMBI B OHOM WJIM 00eUX pyKax, IPEIsITCT-
BYIOIIMI€ BHITTOJTHEHUIO TPEX MJIU BCEX U3 MEPEUYMCIICH-

MOHCET *

Onenka B 0anax:

0 — xonpba He HapyllIeHa;

1— XO,Z[L6a Hapylui€Ha, BOBMO>KHO CaMOCTOATECJIbHOC
TIEPCABM2KECHUE BHE ITIOMCIICHUA,

2 — U XOObOBbI BHE MOMEIIEHUS HEOOXOIUMO MC-
MOJIB30BaTh OTHOCTOPOHHIOI OMOpPY (TPOCTh, KO-
CTbLIb, MOAEPXKKY APYTOro YeJIOBEKa);

3 — n1g XoObpOBbl BHE IMOMEILEHUS HEOOXOIMMO WC-
MOJIb30BaTh ABYCTOPOHHIOIO OIOPY (IBE TPOCTU, KO-
CTBLIY, MOAAEPKKY ABYX YEJIOBEK);

4— JJIA MEPEABU2KEHN A BHE ITIOMCILICHU A HCO6XOI[I/IMO
HCITOJIb30BAaTh MHBAJIMIOAHOC KPECJIO, ITPHU 3TOM COXpa-
HSETCS CITOCOOHOCTH BCTaBaTh U neJ1aTb HECKOJIBKO
mararoB € HOCTOpOHHefI IIOMOIIBIO;

5— IEPCaABMKCHUEC B UHBAJIMAHOM KPECJIC, IMTALIUCHT
He cITocoO0eH BCTaBaTh U caeyiaTb HECKOJIBKO IIaroB
C HOCTOpOHHefI ITOMOIIBIO.

Onenka o01meii MHBAIMIN3ANAA: CyMMa 0aJUIOB ITO Ha-

PYIICHHUAM BEPXHUX 1 HUXKHHNX KOHEYHOCTEM.
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AHTU-NMDA-3HUedanuT ABNAETCA PEAKUM ayTOMMMYHHBIM 3a601€BaHNEM LIeHTPaNbHON HEPBHOM CUCTEMBI, 0BYCNOBNEH-
HbIM cUHTe30M ayToaHTUTen k NR1/NR2-cybbeamHuuam NMDA-peuenTopa U xapakTepusylOLWMUMCA pa3BUTUEM OCTPbIX
NCUXNYECKNX NPOSBAEHUIN, KOTHUTUBHBIX, ABUraTeNbHbIX, BEreTaTuBHbIX PpacCCTPONCTB, INUNENTUYECKOro CUHAPOMA W LieHT-
panbHOM r’MNOBEHTUAALNN.

B cTatbe npepcTaBneHo 3-netHee HabNOAEHWE NAUMEHTKYU 34 neT ¢ KnuHuyeckumu npossnedusmu NMDA-3HuLedanuTa,
accoLMMPOBAHHOTO C TEPATOMOI ANYHMKA HA NO3AHeN cTaauu 3aboneBaHNs, CONPOBOXAAIOLWEroCA NOBbIWEHNEM TUTPa
aHTuTen kK NMDA-peuenTopam B CbIBOPOTKe KpoBM A0 1:640.

Ha ocHOBaHMM fieTanbHOrO aHanu3a KMHUKO-HEBPOJIOTMYECKUX, Heiiponcuxonorunyeckux (MMSE, MoCA, FAB, Tect 10 cnoB
A.P. Jlypus) u nabopaToOpHO-UHCTPYMEHTANbHbIX XapakTepucTuk 3abonesanus (Tutp aHTu-NMDA, yposHu IgG, IgM, IgA,
cyOnonynsaumoHHbIii cocTas numdounToB, anekTposHuedanorpadus (33r), MarHuTHo-pe3oHaHcHas Tomorpadus (MPT)
rONIOBHOO MO3ra, Majoro Tasa) NpUMeHeHa cxeMa KOMOUHaLWK cpeacTs 1-i 1 2-i nuHKiA Tepanuu. NpoBofMnOCH Nocne-
AOBaTeNbHOE NPUMEHEHME 2 LIMKIIOB MEMOPAHHOTO cpeaHeobbeMHOro nnasmadepesa (25-30 % o6beMa LUpKYAMpYIoLLEil
nnasmsl, N25 + 5) B coueTaHum ¢ nynbc-Tepanueit metunnpegHusonoHom 1,0 r (N24 + 3) u uuknodocdamuaom 1,0 1 (N22 + 1)
Ha (OoHe CoXpaHsAtoLLelics TepaToMbl AMYHKKA. Perpecc cMMNTOMaTUKK GbIN JOCTUTHYT K KOHLY 1-ro UuKkna TepanesTuye-
ckoro acthepesa, a NoJIHOE BOCCTAHOBNIEHWUE 0 UCXOHOTO YPOBHA KOTHUTUBHbIX (DYHKLMIA HACTYyNUAO Nocne 2-ro LUK,
npw coxpaHeHun Tutpa aHTM-NMDA-aHTuTen go 1:160. MNocne yaanenua Tepatombl ANYHUKA ypoBeHb aHTU-NMDA-aHTuTEN
CHU3MNCA 3a MecAL A0 1:40, a yepes 7 MeC BOCTUM HOpPMaJIbHbIX 3HaueHMit (<1:10) Ha oHe 6a3nCHOII Tepanuu METOTPEK-
catom B TabneTkax B go3se 12,5 mr/Heg.

Takum 06pa3oM, payMoHanbHas KOMBUHALMS U NOCNELOBATENbHOCTL CPEACTB 1-i U 2-i NUHMIA TEpanuu 1 TepanesTuye-
CKoro adepesa € y4eToM naToreHeTUYecKux ocobeHHocTeil Kamaoi dasbl 3aboneBaHus no3sonuna GbICTPO AOCTUYDL
NoNHON ycToNYNBOI pemuccuu y nauneHTkn ¢ aHT-NMDA-3HLedanmTomM Ha no3pHeM 3Tane 3aboneBaHus.

KnioueBblie cnoBa: aHTu-NMDA-3HUedanuT, TepaneBTMyecKknii adepes, nnasmadepes, Tepatoma AMYHMKA

IOna uutmposanus: bapgakos C.H., Ckynabud [.U., MowHukosa A.H. u ap. TepanesTuyeckuii adepes B KOMNAEKCHOM
natoreHeTuyeckoit Tepanuu aHTn-NMDA-3HLedanu1Ta, acCoOLMMPOBAHHOTO C TEPAaTOMOI AMYHMKA HA MO3[HEM 3Tane 3a-
6oneBaHus. HepBHO-MbiweyHble 6one3nun 2021;11(4):34—47. DOI: 10.17650/2222-8721-2021-11-4-34-47.

Therapeutic apheresis in the complex pathogenetic therapy of anti-NMDA encephalitis associated
with ovarian teratoma at a late stage of the disease

S.N. Bardakov', D.1. Skulyabin', A. N. Moshnikova?, S.V. Lapin?, A.A. Sokolov', E.A. Kondratyeva’, T.V. Bulgakova’,
A.S. Manuilov', M. V. Zakharov', A.N. Belskikh', V.A. Tsargush’, R.V. Deev* ¢
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Anti-NMDA encephalitis is a rare autoimmune disease of the central nervous system caused by the synthesis of autoan-
tibodies to the NR1/NR2 subunits of the NMDA receptor, characterized by the development of acute mental, cognitive,
motor, autonomic disorders, epileptic syndrome and central hypoventilation.

The article presents a three-year observation of patient 34 years old with anti-NMDA ncephalitis associated with late-
stage ovarian teratoma, accompanied by an increase titer of antibodies to NMDA receptors in serum to 1:640.

Based on a detailed analysis of clinical, neurological, neuropsychological (MMSE, MoCA, FAB, 10 words test A.R. Luria)
and laboratory-instrumental characteristics of the disease (titer anti-NMDA, level of IgG, IgM, IgA, lymphocyte subpop-
ulations, EEG, MRI of the brain, pelvis) suggested a combination scheme of first and second line therapy. The sequential
use of two cycles of medium-volume membrane plasmapheresis (25-30 % of the circulating plasma volume, No. 5 + 5)
was carried out in combination with pulse therapy with methylprednisolone 1.0 (No. 4 + 3) and cyclophasphamide 1.0
(No. 2 + 1) on background of persistent ovarian teratoma. Symptom regression was achieved by the end of the first
cycle, and full recovery to the initial level of cognitive functions occurred after the second cycle, while maintaining the
anti-NMDA antibody titer to 1:160. After removal of ovarian teratoma, the level of anti-NMDA decreased in a month
to 1:40, and after 7 months it reached normal values (<1:10) against the background of basic pill therapy with metho-
trexate 12.5 mg/week.

Thus, a rational combination and sequence of first and second line therapy and therapeutic apheresis, taking into account
the pathogenetic features of each phase of the disease, can quickly achieve complete stable remission in patient with
anti-NMDA encephalitis.

Key words: anti-NMDA encephalitis, therapeutic apheresis, plasmapheresis, ovarian teratoma, treatment strategy

For citation: Bardakov S.N., Skulyabin D.I., Moshnikova A.N. et al. Therapeutic apheresis in the complex pathogenetic
therapy of anti-NMDA encephalitis associated with ovarian teratoma at a late stage of the disease. Nervno-myshechnye
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BsepeHue

AnT-NMDA-3H11e(annT OTHOCUTCS K TeTepOreHHOM
TPYIIIe ayTOMMMYHHBIX 3HIIE(ATNTOB, 00YCIOBICHHBIX
WHTPA- U 3KCTpaTeKaIbHBIM CHHTE30M ayTOAaHTHUTE]T KJIac-
ca IgG1 u IgG3 K MOBEpXHOCTHLIM TeTEPOMEPHBIM 3ITH-
TOIaM MOHOTpOITHOro riayramatHoro NMDA-penenTopa,
B yactHocTH K NR1/NR2-cyonenmaniiaMm. AHT-NMDA-
sHIedanuT Brepsble Obl1 ormmcaH B 2005 . R. Vitaliani
M COAaBT. KaK MapaHeOIUIaCTUICCKUI CHHAPOM, aCCOIIM-
pOBaHHBIN C TepaToMmoil simuHuKa [1]. BrocinencrtBuu,
KpOMe TTapaHeoINIaCTUICCKUX (POPM, TPUTTEPOM KOTOPBIX
MOTYT SIBJISITBCS M APYTHE OIYXOJIH (paK JISTKUX W STMIHM -
KOB, XOIDKKMHCKas TMM@oMa U 1Ip.), TAKKe OBUIN BBIAC-
JieHbl uanonatudeckue BapuaHTel NMDA-sHIedannTa
[2—5]. 3HaunTenbHasa BcTpedyaeMocTh aHTU-NMDA-3H-
medaymTa cpeau XKeHIIMH 10 45 JIeT, TTOJIOBUHA 13 KOTOPBIX
WMEIOT TepaTOMy SWYHHMKA, OOYCIOBJICHA HaJWMIdeM
B CTPYKTYpE TaHHOM OITyXOJIM aHOMAJIbHBIX HEHPOHOB,
skcnpeccupyoimx NMDA-peuernropsi [6, 7].

AHTH-NMDA-3H1IeDanTnT IBIIETCS MHOTOCTaANM-
HBIM 3a00JIeBaHUEM, XapaKTepHU3YIOIIMMCS HeCTIeIInhm-
YeCKUMU TPOAPOMATIbHBIMU CUMIITOMaMHU, MOXOXUMU
Ha TaKOBBIC TP OCTPOM PECIMPATOPHOM 3a00JIeBaHUM,
C TIOCTICAYIOIITUMU OCTPBIMH IICUXUIECKUMH IIPOSIBIICHM -

sMH (TICUX03, Opel, TAJLTIOIMHAIINN,, OECITOKOIICTBO, IVC-
COMHUSI, 3XOMNpaKCHUs, 3Xojamusd u MyTusm) [8§—10].
CIIeKTp CUMIITOMOB MOIPa3aeysTIoT Ha 8 TPYIIIT: HapyIIe-
HWS TOBEICHNS 1 TIO3HABATEIbHBIX CIIOCOOHOCTEH, TTaMsI-
TH, pe4H, Pa3BUTHE CYIOPOIL, PACCTPONCTB IBUKEHUS,
TOTepsl CO3HAHUS, BereTaTUBHAsA TUCOYHKIIUS U IIEHT-
panbHas TunoBeHTUsILMs [11]. BerpeuatoTcst u penyLu-
poBaHHBIE (DOPMBI, IIPEACTABICHHBIE M30JIMPOBAHHBIM
CHIDKCHUEM TTaMSITH B 0(DTaIbMO-JTUIIEBBIMU TUCKITHE3H-
samu [9].

HecMoTpst Ha OTCYTCTBHE €IMHOTO IPOTOKOJIA JIeUe-
HUST, CpOPMYIMPOBAHBI TIPEACTABICHMS 00 3(h(EeKTUBHO-
CTH paHHEro Ha3HAYCHUS MMMYHOTEparmu 1-if TuHUn
1 yIajeHuss HOBOOOpa30BaHMSI (IIPH BISIBJICHUH ) C ITOCTIE-
JIYIOIITMM TIEpeX0IoM K cpeacTBam 2-ii muHum yepe3 10—14 cyr
TIpY HETOCTATOYHOM 3(h(HEeKTUBHOCTH |- IMHUM JICUCHUST
(40—45 % cnydaes) [4, 11]. B kauectBe Tepanuu 1-ii TMHUAN
HCITONB3YIOTCS ITYJIBC-TEPAITHS METHIIIIPETHU30JI0HOM 1,0 T
B TeUEHME 5 MHEl; BHYTPUBEHHAS! BBICOKOIO3HASI MMMY-
HornooymmHotepanust (BBUTI') 0,4 r/kr/cyT B TeueHUE
5 mueii; mmasmooomeH (ITO) moHopckoii rrazmoit 1,0—
1,5 obwema tmpKyaupytoreit miasMel (OLLIT), 5 onepammit
M Gotee 110 anbrepHUpytoleii cxeme [11, 12]. CpencrBa
1 -1 TMHUM IPUMEHSTIOTCSI 110 OTAEIBHOCTY, B KOMOWHALIN
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WU TI0C/IeoBaTeIbHO. Ha maHHbII MOMEHT HET CBEICHMIA,
OMpeneSIOMMNX IMOCICA0BATEIBHOCTh IPUMEHECHUS
CpencTB 1-ii IMHUM, OMHAKO MMEIOTCSI CpaBHEHUS 3 PeK-
TUBHOCTH HEKOTOPBIX U3 HUX [4, 8, 11].

[TocKOIbKY BEI3HOPOBJICHHE WM PEMHCCHUS aHTH-
NMDA-sH1EedanuTa COnpoBOXIAIOTCS CHIDKEHUEM TUTPa
aaturesl K NMDA-peuentopaM [13], a OTCyTCTBHE 3TOTO
CHIDKEHMS MPUBOIUT K TIEPMAaHEHTHOMY ITOBPEXKICHUIO
TUIIIOKAMIIA ¢ HEeTIOJHBIM BOCCTAHOBJICHUEM KOTHUTHUB-
HBIX GYHKIWI [14], Hanboee pallMOHAILHBIM SIBIISIETCS
paHHee MpUMEHEHUE CPEACTB, 3(POEKTMBHO CHILKAIOIINX
TUTP TTATOTCHHBIX aHTUTE. TaK, METOIBI TepaIleBTUICCKO-
ro adepesa (TA) obecreunBaOT CHIDKEHNE YPOBHSI CITe-
IU(UIECKUX ayTOAHTUTEN, TUPKYJINPYIOIINX UMMYHHBIX
KOMIUTEKCOB ¥ IINTOKMHOB, a TAKKE OKA3BIBAIOT KOCBEHHOE
pimstHUEe Ha PyHKuMu T-perynsaTopHbix KieTtok (Treg)
U €CTeCTBEHHBIX KJIeTOK-KuuiepoB [15]. [ToaTomy, cornac-
HO PYKOBOICTBY AMEPHMKAHCKOTO oOmecTBa adepesa
(ASFA) 2019 r., npumeHeHre MeTonoB TA mpu aHTU-
NMDA-sH1edammrte otHOcHTCS K | Kareropuu (1-ii TuHIN
Teparnuu) ¥ UMeeT ypoBeHb AokasarenbHoctu 1C [16, 17].
MeTtonmamu BeIOopa cuurtatotrcs [1O moHOPCKOI Taa3Moit
n nMmmyHocopb6ums (MC), KoTopble ITOKa3aau CXOIHYIO
addexkTrBHOCTS [16, 18, 19]. PekoMeHayeMblii 00beM yaa-
JIeHHO#1 (0bpabdoTanHoI) rra3mel Tipu [10 u UC ¢ perene-
palnueit cCopOLIMOHHBIX KOJIOHOK cocTaBisteT 2,0—2,5 OIIIT,
mpu MUC Ha HepereHeprpyeMbIX COPOIIMOHHBIX KOJTOHKAX
(13-3a OrpaHMYEHHOM COPOIIMOHHO eMKocTh) — 2,0—2,5 1,
YacToTa MPOBEACHUS IPOoIeayp — OT 5 10 12 B TedeHUe
1—-3 nen [16]. UC B otmmume ot I1O xapakTepu3yeTcst BbI-
COKOI CeJIeKTMBHOCTBIO yaaneHus IgG, He TpeOyeT st 3a-
MEIICHUST JOHOPCKUX KOMIIOHEHTOB KPOBH, MCKITIOUACT
PHICK TIepenadyr TeMOTPaHCMUCCUBHBIX MHMEKIINIA 1 pa3-
BUTHUS aJZICPTUYECKUX PEaKINii, KOAryJIOImaTu U TeMo-
IMHaMU4Yecknx HapymeHuii [20, 21]. [Tpu maaHupoBaHUN
JICYCHMS CJIeAyeT YYUTHIBATh aficKBaTHRIC BpeMEHHBIC MTH-
TepBaJIbl MEXIY OIEepAllNsIMU IJIST TIepepacpeaeIeHHS
AHTUTEJI MEXIY BHYTPUCOCYIUCTHIM M MHTPATECKATbHBIM
npocrpaHcTBamu [16, 20, 22].

B 10 ke BpeMst MmeToabl TA He O3BOJISIIOT KYITUPOBAaTh
CHHTE3 ayTOAHTUTEIT de 10vo 1 TIONABUTh BOCTIAJICHUE C y4a-
CTHEM aKTHUBAIllMM CUCTEMBI KOMIUIEMEHTA, IT03TOMY pa-
LIMOHAJIBHBIM SIBJISIETCS KOMOMHUpPOBaHMe omepanmii TA
¢ rmokokoptukocTeponnamu (I'K), obecrieunBarommmu
IIPOTUBOBOCIIAJIUTEILHBIA 1 UMMYHOCYIIPECCUBHBIN 3(D-
dexTol. JaHHBII TOIXO ITO3BOJISIET JOCTUYh 00JIee BhIpa-
JKEHHOT'O M OBICTPOTO KIIMHNYIECKOTO 3¢h(eKTa Ha paHHEeH
craguu 3abosieBanud [23, 24]. B To XXe BpeMsI U30JIUPO-
BaHHOe npuMeHeHue 'K HecnmocoGHO OBICTPO CHU3UTH
YPOBEHb ayTOAHTUTEIT 1 IIPUBECTH K TTOTHOIICHHOMY YITyd-
IIEHUI0 KJIMHUYECKOTo cTaryca [25]. DTo 00yclnoBIEeHO
IMaTOTeHHBIM JICUCTBUEM ayTOAHTHUTEJ, IMPUBOISIINM
K obpatuMoii nHTepHanu3anuu NMDA-peLientopoB u pe-
aM3YIOIMMCS 6J1aromapst OTCYTCTBHIO IOCTaTOYHOTO KO-
JIM4ecTBa OEJIKOB CHUCTEMBI KOMILJIEMEHTa B JIMKBOpE,
063 KOTOPBIX HEBO3MOXHO Pa3BUTHE BOCIATUTEIBHBIX

peakuuii [9, 13, 26]. [JlaHHble 0COOEHHOCTH OOBSICHSIIOT
BBIPAXXCHHOE YIIyYIIeHNE KIMHUYECKOIO CTaTyca MOoCIe
npuMeHenus 10 nipu pesnctentHoctr K 'K 1 BBUT [19,
22,27, 28], a TakKe ciIydau pelanBa 3a00JieBaHus cpa3y
niociie mpekpatienust [10 [29]. [Tpu coBMecTHOM WM T10-
cnegoBatenbHoM npuMeHeHuu 'K 1 BBUI 3Haunmbix
pa3nmunii B 3¢ deKTuBHOCTH He BhIgBIIeHO [30]. CrenyeT
y4ecTh HepalMoHaJlbHOCTh MpuMeHeHuss BBUI nepen
HCIIOJIb30BaHEeM MeTomoB TA, Tak KaK OHM HE TIOTCHIIH-
pyioT 3ddext BBUT, a snuMuHUPYIOT NX U3 KPOBOTO-
Ka [31].

K cpencTBam 2-it TMHUM OTHOCSIT PUTyKCcUMab
(375 mMr/m?/Hen 4-KpaTHO), IpeAOTBpallaiolnii 00pa3o-
BaHME TUIA3MAaTHYECKMX KJIETOK 3a CUET ACTUICIIAM JIMM-
¢oruroB CD19+, 1 mynbc-Tepanuio THKI0DochaMruIoM
(750 mMr/m2 exkeMecsT4HO B TeueHue 4—6 Mec), obecredn-
BaIOIIYIO TTOAABICHUE aKTUBHOCTH T-peryIsiTOPHBIX KJIe-
ToK [8, 32]. [Mocnenyroniee Ha3HAYeHWE TTePOPaTbHBIX
IIUTOCTATUYCCKNX IIpernapaTtoB (a3aTHUONPUH, MUKOME-
HoJ1ata MOGeTHJI, METOTpeKcaT) 10 1 roma mociie Tepanuu
1-1i TMHWY TIO3BOJISIET CHU3UTh 9YaCTOTY PEIIMANBOB 3200~
JileBaHus1, Bo3HUKawux B 20—25 % ciyyaeB, 0COOEHHO
cpenu TMaeHToB 0e3 TepaToMbl [4]. Takke CcylIecTByIOT
coobuieHus1 00 3PeKTUBHOCTU NPUMEHEHUS TIPU aHTH -
NMDA-3H1UedannTe amemMTy3yMada, MHTpaTeKaJabHOTO
MmeToTpekcaTa [33] u 6opre3omuda [34]. Jleuenne 3aBep-
IIAOT TPU OOCTUKECHUN 3HAYUTEIPHOTO KIMHUIECKOTO
VIIy4dIieHnsI, OOBIYHO COIPOBOXKIAIONIETOCS CHIDKEHUEM
ypoBHs1 aHTuTe]1 K NMDA-pelentopaMm B CbIBOPOTKE KPO-
BU U 1iepedpocnmHanbHol xxunkoctu (LICXK) [4, 8, 10, 11,
13, 35].

Heob6xoamMocTs KOMOMHALIMU CPeAcTB 1-ii 1 2-1i 11~
HUY Tepalliy HalllJla OTpaskeHHe TTPEUMYIIECTBEHHO B TIe-
INATPUIEeCKOM MpaKTUKe. JJaHHBIN MOaXom MMeeT 00JIb-
M1 TepaneBTUYECKMI moTeHIuan [8] 1 MOXET OBITh
peaan30BaH C y4eTOM OCOOCHHOCTEM pa3IMIHbIX (ha3 Te-
yeHust antu-NMDA-sH1IeanmmuTa. DTOT acrekT He yUh-
TBIBAaeTCSA B COBPEMEHHOM TaKTHKE TePaITNH, XOTSI U3BECT-
HO, YTO Ha TMo3aHUX ctaausax aHnTu-NMDA-3sHuedanuTa
CYIIECTBEHHOE 3HAUYCHHE MPHOOpPETaAlOT MH(MWIBTPATHI
IUTa3MAaTHIECKMX KIIETOK M TIa3MO0J1aCTOB B IIEHTPAJTEHOM
HEPBHOU CUCTEME C MPeodiIafaHUEM MHTPATEKAIbHOTO
cunresa anTuren [10, 26, 36].

Ieab padoTbl — TOKa3aTh 3¢ HEKTUBHOCTH IIPUMEHE -
HUSI KOMOMHUPOBAHHON ITaTOTeHETUYECKON Tepamumu,
BKJTIOYaroIeit Mmetonsl TA 1 cpencTsa 2-ii TMHUN, HA TIPH-
Mepe MalUeHTKH ¢ mapaHeoruiacTuueckum aHTu-NMDA-
9HIIe(ATUTOM Ha ITO3MHEN CTaany 3a00IeBaHNA.

IIpoBeneHo obciaemoBaHWe U JICUCHUE MAIIMEHTKU
34 neT ¢ ycTaHOBJIEHHBIM AMarHo3om aHntu-NMDA-3H11e-
danuTa ¢ TOCIeIyIOIIMM HAOIIONeHUEM B TCUCHHE 3 JIET.
OO6ceqoBaHNe BKIIFOYAIO0 KIMHUKO-HEBPOJIOTHMICCKUI
OCMOTpP U OLIEHKY KOTHUTMBHBIX (DYHKIIMU C TTOMOIIIBIO
CTICIIMAIBHBIX OIMMPOCHUKOB (KPAaTKUi1 OIMPOCHUK TICHUXM-
yeckux pyukumii (MMSE), 6atapest 100HOM 1ucyHKITAN
(FAB), MoHpeanbcKkas IKajla OIeHKH KOTHUTUBHBIX
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dbyuxumit (MoCa)) 1o Hauasa IMKIIA TATOTEeHETUYECKOM
Tepanuu 1 ociie. COCTOsSTHUE CITYXOBOM NaMSITH, YTOMJISI-
€MOCTH M aKTMBHOCTM BHUMAaHUS U3YyJaiu C ITOMOIIbIO
tecta 3artomuHanus 10 ciaoB (A.P. JIypus, 1969), nposo-
JIMBILIETOCS TIO CTAHIAPTHOM MeToANKe He pexe 1 pasa B 3
TTHSI, C TOTIOJTHUTELHOM MOMBITKOM OTCPOYEHHOTO BOC-
TPOM3BENIEHUS CJIOB Ha YTPO clienytorero aHs. [1o pe3yb-
TaTaM TecTa 3aroMruHaHus 10 cI0B pacCUUTHIBAIU KO3(-
¢uument morepu wmHbOpManMMU 4Yepe3 yYac Tocie
3alOMUHAHUS TI0 (hOpMyJIe:

100 — (V,, x 100)
- . ,

6

K

rae V,  — obbeM D0aroBpeMeHHOM! mamsitn (yepes | 9),
V. — KONM4eCTBO BOCIIPOM3BENIEHHBIX CJIOB B 6-11 cepum.
JlabopaTopHble METOBI UCCIIEIOBAHKS BKIIOYAIN 00-
LI, OMOXMMUYECKUI aHaU3 KPOBU U JIUKBOpPA, OO
aHaJIM3 MouH, onpexaeiacHue ypoBHeit IgM, IgG u IgA (Typ-
ouauMeTpUYeCKUM MeTomoM Ha ammapaTte BTS-350
(BioSystems, Mcmanust)), OUPKYIAPYIOIINX TMMYHHBIX
KOMIUIEKCOB (He(heIOMETPUISCKUM METOIOM), aHTUTEI
K aHTHHYKJIeapHOMY (DaKTOpy (METOIOM HETIPSMOit peak-
I UMMYHO(MTYOPECLICHIINH ), SKCTPAarupyeMOMY HYKJIC-
apHomy antureHy (OHA), kapouonununy (IgG, IgM),
6eTa-2 mukonporenny (IgG, A, M), anaekcuny V (IgG,
IgM), pochaTuamicepH-IIPOTPOMOMHOBOMY KOMILIEKCY
(IgG/IgM) (MeTomoM MMMYHOMEPMEHTHOTO aHAaJIM3a),
CV2, ampudusuay (METOIOM BeCTePH-UMMYHOOJIOTTUH-
ra; HeImpsIMOM MMMYHO(MIyopeClleHIINN Ha KOMILIEKCe
TKaHEBBIX CYOCTPATOB: MO3KEYOK, TUIIIOKAMII, TICYCHb
kpsIcH (Euroimmun Ag, [epMaHmsT)), OHKOHEHPOHAIBHBIX
aaturen (Yo-1, Hu, Ri, PNMA2 (Ma2/Ta). OnipenencHue
AHTUTENI K MOHOTPOITHBIM TeTePOMEPHBIM CyOhe TMHHIIAM
NMDA-rayramaTHOro peLenTopa NpoBOAUIN IIPU ITOMO-
X PeaKIuy HEIPSIMO MMMYHOMITyOpeCIeHIINHT Ha KJIe-
touHoit TmHun EU-90, TpaHcdULIMpOBaHHOI T€HOM TJTy-
tamaTHoro perenropa (Euroimmun Ag, [epmanms).
HccrenoBaaue peakiuii TOpPMOXKEHYSI MATPALIVH JIeii-
KOITUTOB C HeCITeM(MIeCKMMI MUTOreHaMu ((puToremar-
MIIOTUHUH U KOHKaHaBaiuH A ¢upmbl Sigma-Aldrich
(CIIIA)) BBIIOJTHSIOCH IO CTaHIAPTHOU MeTommKke. Ko-
JIMYECTBEHHBIN COCTAB CYOITOMYNISIINiA TMM@OIIUTOB TIe-
prdeprnIecKoil KPOBU MUCCISIOBATIN C IIOMOIIIBIO ITPOTOY-
Horo nmutomeTpa EPICS XL (Coulter Corp., CIIIA).
HucrpymenTtanbHbie MeToas! Bkmovanu D91, MPT
roJIoOBHOTO Mo3ra, Maioro ta3a (Philips Ingenia 1,5 T,
¢ IpMEeHEHNEM UMITYILCHBIX TTocIenoBaTebHoCcTei T1,
T1 Gd+, T2, FLAIR), KoMIboTepHYIO TOMOTpaduio op-
TaHOB TPYTHOU KJIETKHU, YJIBTPAa3ByKOBOE MCCIICIOBAHNIE
OpraHoOB OPIOIIHO MOJIOCTH, BeH HIKHUX KOHEUHOCTEI,
MOpP(dOJIOTHIECKOE MCCIIeNOBaHUEe OMOITaTa SIMYHUKA
(0KpacKa reMaTOKCHJIMHOM U 303MHOM).
[MaToreHeTMYECKOE JICUCHNE BKIIIOYAIO 2 ITUKJIA TI0
5 onepauuit cpegHeoObEeMHOTO MEMOpPAHHOTO TLJIa3Ma-
depeza ([1IP) ma ammaparax PCS-2 (Haemonetics

Corporation, CIIIA) 1o craHmapTHOI METOINKE C 00BEMOM
akcdysun 25—30 % OLIII B coueTaHUH C IyJIbC-Tepanueit
MeTunmpenHn3o0a0HoM 1 T Ne 5 n unkinopochamuaom 1 v
Ne2 Ha poHe 0a3MCHOM Teparu METOTPEKCaTOM B Ta0-
JleTKax B go3e 12,5 mr/Hen. 3aMelneHre 3KChy3upyeMOoi
TUTa3MBI TTPOBOAIIOCH KPUCTAJUIONIHBIMU PACTBOPAMMU.

Bce nccnemoBaHms BEITTONMHSIIACH ITOCIE TTOAITMCAHNS
MaIMEeHTKOI T0OPOBOJIBFHOTO MH(MOPMUPOBAHHOTO COTIa-
CHSI.

KnuHunyecknin cnyyain

3abonesarue omauuanroce 0CMpoviM 0e6OMoOM, HA4aA8-
WIUMCS C NOBbIULEHUSL MeMnepamypsl meaa om cyogheOpunbHbIx
00 ghebpunvHbIX 3HAUEHUIL, NO0BEeMa apmMepPUanIbHo20 0A8AeHUs.
(160 u 100 mm pm. cm.), nosieaenus 2010810l boau Ougpgys-
HO020 Xapakmepa, conpogoicoaroueiicsi peomoil u HapyueHu-
emM HouHo20 cHa. Passumuto 3a6onesanus npedulecmeosanu
OAUMenbHbLl NCUXOIMOYUOHANBHBIL cmpecc U (uzuyeckoe
nepeymomnenue. Ha 12-e cymku 3ab6oneeanus peepecc 20106-
HOU 604U CONPOBONCOANCS NOSIBACHUEM CAYX0BbIX 2ANNOYLU-
Hayuii, npedcmasieHHblX My3blKAAbHbIMU KOMAOZUUUSIMU,
CMEHUBUWUMUCS MOHOMOHHbIM WLYMOM. 3pumesnvHble 2aiiro-
UYUHAYUU HOCUAU YCIMPAWArOWULL Xapakmep («ceamolii 0pa-
KOH, CUOAWUIL HA WMOPe») U CAYHCUAU BO3MOICHOL NPUMUHOU
ACUXOMOMOPHO20 8030Yy4cOeHUsl. 3pumenbHble 2aAMYUHAYUL
Habadaucy KpyenocymouHo, npu 3mom 6 OHeeHoe 8pems
npU 3aKpbiMUlU 2143 U 8 MEeMHbIX NOMEUEHUSX YCUAUBANUCS.
CoH conposoiicdancs NOCMOSHHbIMU APKUMU CHOBUOEHUAMU,
dsueamensvroll akmusHocmoio u gokanusayueil. Ilocaedyrouee
noHuiceHUe YpoeHs co3HaHus 00 kombl I cmenenu (7 6ai108
no FOUR) pa3zsunoce na 17-e cymku 3a60n1eeanus u conpo-
802€0AN0CH NOCMOSAHHBIMU OPOAUHRBANBHBIMU ABMOMAMU3-
mamu (3akycovieanue u 0bau3vleatue 2yo, NpUUMOKUGaHue),
KOmopble MOJCHO pACyeHUms Kak nposenerue beccydoposic-
H020 INUAENMUYECK020 CMAMYCA CAOICHBIX NAPYUUAAbHBIX
anunenmuyeckux npucmynos. Ilpu Hesponoeuueckom ocmompe
JoMUHUPOBaANa 00UEeM03208as CUMNIMOMAMUKA (HapyuleHue
CO3HAHUS) NPU OMCYMCMBUYU NPU3HAK08 014a2080-Uepedpanb-
H020 cuHdpoma (nupamuoHas HedoCmamo4HOCMb, A0KANbHbBLLL
MUOKAOHUHECK UL 2UNepKUHe3 8 Ho2e, UMNePaAmUEHble NO3bl8bl
Ha moueucnyckatnue). B cesazu ¢ yenmpanoHoim yenemenuem
ObIXAHUSL, 3HAYUMBIMU 2eMOOUHAMUMECKUMU HAPYUEHUSMU
nayuenmka obL1a nepesedeHa 6 peaHUMAYUOHHOe OmdeneHue,
eil 6bINOAHEeHA MPAXeoCMOMUsl U HAYama UCKYCCMBEHHAs
BEHMUAAYUS NeeKUX. Y nayueHmiu OUaeHOCMUPO8ar Cepo3Hblil
MeHUH203HUeharum HeymoyHeHHOL SMU0A02ul Ha OCHOBAHUU
coxpansaouelics cyoghebpurbHOl AUXOPAOKU, NOHUNCEHUS
VDOGHSI CO3HAHUS, NCUXONPOOYKMUBHOU CUMAMOMAMUKU
U Kaemo4Ho-benk08oli duccouuayuu 6 auxeope. llpogodunace
mepanus T'K (enympumviueurniii pacmeop dekcamemasona
48 me 6 meuenue 23 cym ¢ nocaedyrouum noCmeneHHoIM CHU-
JceHuem 003bl 0o 8§ me 6 meuenue 14 cym), be3 3nauumoeo
Kaunuueckoeo s¢gpgpexma. Toavko Ha 51-e cymku 3aboneanus
OMMeueHa NoA0ICUMEeNbHAs MeHOeHYUsl 8 gUude NOsI8AeHUS
YeneHanpagaeHHblX 08U2amenbHblX peakyuil Ha boaesble paz-
Opasicumenu U 3a4cMypuU8arus NPU NACCUBHOM OMKDPbIMUL
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2na3, 4mo, 8eposimHO, C8A3AHO C OMCPOYEHHbIM D peKmom
nposedennoti mepanuu I'K, Hecmomps Ha omcymcmeue
Ha daHHOM dmane 00ANCHO20 00B6eMa NAMO2eHemu1ecKoll
mepanuu. COB0KYNRHOCHb GblUIEONUCAHHBIX KAUHUMECKUX NPO-
saeaerull, a makice nogvluenue mumpa aumu-NMDA-anmu-
men 6 aukeope (0o 1:320) no3eoauro ycmanogumo 0uaeHo3
aumu-NMDA-snueparuma k 60-m cymxam. K smomy epe-
MeHU OMMeUeHO NOBblUeHIUe YPOBHSL COZHAHUS 00 YPOBHS CO-
nopa (9 6anrnos no FOUR), a k 75-m u 79-m cymkam — do
eaybokoeo (13 6annoe no FOUR) u neekoeo oenyuieHus
(14 6anno6 no FOUR), 6 céa3u ¢ wem nayuenmia 6viaa sxc-
mybupoeana. Ilpu smom y nee Ha one coxpanenus de3-
OpueHmayuu 8 NPOCMPAHCMeEe U 8PeMeHU, 3pUMENbHbIX, CAY-
X08bIX 2ANNOUUHAUUI Habaodaiuce aykmyupyroujue
agexmusHbvle peakyuu ¢ InemMenmamu azpeccuu U Heeamu-
susma. C 100-x cymok 3abonesanus (25.04.2017) nauuenmka
cM021a nepemeujamncsi Ha Kpecae-Koasacke, Camocmosiment-
Ho npunumams nuwy. Tlpu smom ympennee npobOysicoenue
0b110 3ampyoHeHo, 60AbULYI0 Yacmb OHSL OHA NPOB8OJUAA 80
cHe (00 6—7u), ommeuanracey Obicmpas UCMOUAeMocms, co-
XPAHAAUCH UMNePamUBHble NO3bl8bl HA MOYeUCnyCKaHue. Ak-
MueHasi ycMHas peub U MOMUBUPOBAHHAS OesmeabHOCHb

OMCYmMCmMe08an, NAYUEeHMKa 0OHOCA0XCHO OMEe4and Ha 00-
pawjaemyro peudv, a npu OMCYMCMeUl pasopaxcumeneti 3acbl-
nansa. Ha smom gpone npodonsxcaru coxpansmocs earrroyu-
Hayuu U sApKue CcHO8UOeHUs, 3NU300bl Oepearu3ayuu
(«nonvimka cobpamocsi 8 WKOAY gevepom») u 0e30pueHmu-
poska é mecme u epemeru (puc. 1). B nesponoeuneckom cma-
myce blAGAANUCH NOBbIUUEHUE MbIUEHHO20 MOHYCA 8 HUNCHUX
KOHEUHOCMAX N0 NUPAMUOHOMY MUNY, 0NCUBAEHUE 8CeX CY-
XOXUCUABHBIX PepAeKCO8 U HAAUYUEe NAMOA0CUHECKUX KUCHe-
8oix 3nakoe (Poccoaumo, Togpgmana).

Tlepeonauanvroe Hetiponcuxonoeuteckoe mecmuposanue
Ha 103-u cymxu 3a601e6aHus 8b156UN0 Y UCCAeOYeMOU NAUU-
EeHMKU KAUHUHECKU 3HAYUMbIe OMKAOHEHUS 6 OCHOBHbIX Heli-
poncuxonoeuyeckux mecmax (MMSE, FAB, MoCA), cywe-
CMBEeHHOe CHUJICeHUEe CeMAHMU4ecKoi U QoHemu4eckoll
Dpe4esoii aKkmueHOCMU, HeG03MONCHOCIb GbINOAHEHUS MeCcma
«10cnoe» [37]. Hauboavbuiue 3ampyonenus 6bi3v18a1u 3a0aHUS,
ompaxcaioujie nPoCMpaHCMEeHHO-8PEMEHHYI0 OPUCHIMAYUIO
(mecau, 4ucno, 200, MeCmMo HAXONCOeHUS) U OUEHUBAIOUUe
NPOHHOCMb CAYXOPEHeBol namsamu (0mcpoUeHHoe 80CNPOU3-
6edenue). BoiasaenHble HapyueHus A6A5AUCh 3AKOHOMEPHbIM
De3yAbIMamom pacnpocmpanesHHoCmy Nnamos02U4ecKoeo

MNokasatens /

MpoponmxuTensLHoCcTL 3a6oneBaHus, cyT / Duration of the disease, days

Parameter

1‘9‘12‘13‘14‘15‘17‘21‘23‘35‘45‘51‘60‘66‘75‘75

102 ‘ 136 ‘ 163 ‘ 166 ‘ 169 ‘ 172 ‘ 176 ‘ 178 ‘ 182 ‘ 192 ‘ 212 ‘ 227 ‘ 231 ‘ 234 ‘ 238 ‘ 241

t° rena / body 37,5-38,1 C°

lonosHas 6onb /
Headache

YTtomnsiemocts 1/
Fatiguability

Cnyx. rannouvHauum /
Auditory hallucinations
3pwuT. ranniouuHauum /
Visual hallucinations
[Lle3opueHT. Bo BpeM. /
Time disorientation
[Me3opueHT. B mecTe /
Disorientation in place
FOUR (ypoBeHb co3HaHus)/
FOUR (consciousness)
OHeBHOM COH /

Daytime sleep

YcTHas peyb / N
Oral speech
OcHoBHOM gnarHos / C i
Main diagnosis

WBI (+ TpexeocToma) /
MV (+ tracheostomy)
AHTU-NMDA, TuTp /
Anti-NMDA, titer
Benok, r/n (LUCX) /

+MNMB / PMA

15 12(conop / sopor) T(koma l cT./comal st) 9

Hey’ ¥ aTuonormm |
Serous meningoencephalitis, unspecified etiology

PS/CPAP

Protein, g/ (CSF) 0,46 0,65 0,03
Lintos (LICX) /
Cytosis (CSF) 58/3 21/3 4/3

MoCa / MMSE, 6ann /
MoCa / MMSE, score
FAB, 6ann /

FAB, score

06bem gonr. namatu /
Long-term memory
Metab. Tepanus /
Metabolic therapy
PuBacTturmut 4,6 mr /
Rivastigmine 4.6 mg
AekcameTa3oH 8—48 mr/
Dexamethasone 8-48 mg
TNesutupaueram 0,2-51,0 /
Levitiracetam 0.25-1.0
NA/+MNT-MN (O-NT-U®) /
PA/+PT-MP (O-PT-CP)

48 Mr/ mg 8Mr/mg

5 mbar; Fi0,-45%; PS-12 mbar; Ppeak-17 cm 80, cr.)

PS/CPAP (Vt: 0.45-0.5 I; f:16; RMV: 8 |/ min; PEEP-5 mbar; Fi02-45%; PS-12 mbar; Ppeak-17 cm water)

1:320

STUNMETUArMAPOKCUNMPUANHA CyKUMHAT; XonuHa anbdocuepart; Lintukonun; NMentokcudmnnuu / Ethylmethylhydroxypyridine succinate; Choline alfoscerate; Citicoline; Pentoxifylline

1000 mr/ cyr. | mg/day

7 S WY A & & & &
: : 37,1 37,4 . . . H H
A4

13 15

6-7u4lh 1-2u/h 0ulh

AKTMBHOMN Hef; onudcno)m'ihle otBeThi/ AKTUE. HeT; pa3Hoo6p. : : ‘N

No active speech; simple answers No active; varied speech
AYTOMMMYHHbI 3HUedanuT (aHTu-NMDA)
Autoimmune encephalitis (anti-NMDA)
1:10 1:640 : 1:80 1:160 1:160 : : 1:80

0,23
33

16/20 19/23 20/25 28/30 30/30

12 15 16 ¢ ¢ i i 18 18
14/h 1/2 cytld. 2/3 cyT/d. N

250 mr/ cyr. | mg | day

Puc. 1. Krwunuueckue nposeaenus, pe3yabmamol duazHocmuveckux mecmog u npogooumas mepanusi NMDA-suueparuma nayuenmrku 34 sem na gore
mepamomot auyHuxka. [IMB — ncuxomomoproe 6036yxcoenue; FOUR — wikana komvt FOUR (Full Outline of UnResponsiveness), 6arnvi; N — Hopma;
1A — naasmadgpepes (6opdossiii keadpam); [1T-MII — nyasc-mepanus memuanpeonuszononom (1,02); [IT-1D — nyasc-mepanus yuxaogocghamudom (1,02)

Fig. 1. Clinical manifestations, diagnostic test results, and therapy of NMDA-encephalitis in patient 34 y.o., associated with ovarian teratoma. ITMB —
psychomotor agitation; N — nominal characteristic; I1A — plasmapheresis (bard square); I1T-MII — pulse therapy with methylprednisolone (1.0g); I1T-1]® —

pulse therapy cyclophosphamide (1.0 g)
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npouecca (nopaxcerue AUMOUYECKOU CUCMeMbL, KOPbL BUCOYHBIX
donell, HellpoOuHamu4ecKue HapyuleHus 100H0-N00OKOPKOBbIX
ces3eil), a ocmpoma paszeumusi KOGHUMUBHbBIX PACCMPOLICING
OMAUYANA UX OM PAOA XPOHUYECKUX HelpOoOeeeHepamueHblX
namoaoui.

IIpeacraBieHHOE KIMHUYECKOE ONMCaHKe HabIoaa-
€MOli HaMM MalMEeHTKMU HaISIAHO IE€MOHCTPUPYET MO~
MOpGhHOCTh KIMHUYECKUX TIposiBieHni. B yactHOCTH,
oOpaiiiaetT Ha ceds1 BHUMaHME COUYETaHUE XapaKTePHBIX
JIJISI ayTOUMMYHHBIX 3HLIE(aJIUTOB CUHAPOMOB: OCTPOIO
cyoedpruTeTa, ICUXO0IMATOJIOTHIECKOTO (3MOLIMOHATh-
Ho-ad(heKTUBHAS 1 TAJLTIOLMHATOPHO-0peaoBast CUMIITO-
MaTHKa, KaTATOHMYECKUI CHHIPOM) 1 HEBPOJIOTUTIECKOTO
(00111€MO3roBOI, MEHUHTEAIbHbINA, SMUIETITUUECKUNA,
MMMPaMUIHBIN CUHAPOMBI U KOTHUTUBHAST TUCGHYHKIIHS).
C KIMHUYECKOU TOYKH 3pECHUS B CTPYKTYpE IICUXOMATO-
JIOTUIECKOTO CMHIPOMA Y MAalIMEHTKNA OTMedanach (hIyK-
TYHPYIOIIAst ITOTMMOP(PHOCTh CUMITTOMOB: a(D(EeKTUBHBIX,
TAJTIOLIMHATOPHBIX, KAU€CTBEHHBIX UBMEHEHUI CO3HAHUS,
KOTOPBIE HE YKJIAAbIBAJIUCh B CTPYKTYPY KOHKPETHOM 9H-
JMIOTeHHON MaTosoruu. BaxkHble KIMHUYECKUE MapKephl
MaTOJIOTUM — HAJIMUKMe KOTHUTUBHBIX HApyIIEHUI orepa-
LIMOHAJILHOTO TUIIA C PACCTPOMCTBOM KPaTKOBPEMEHHOM
namsiTU U JIe30pUeHTalueil B MPOCTPAHCTBE, BpEMEHU
B COYETAHUM C KOJNYECTBEHHbIMU HAPYILIEHNSIMU CO3HA~
HUS 1 6eCCYTOPOXHBIM SIMIIETITUYECKIM CTaTycoM [12].
ITpu 3TOM BBIPaXXeHHOCTh 09aroBO-1IePeOPATHEHOTO CUH-
JpoMa Obl1a MUHMMAaJIbHA, YTO TTOATBEPKAAETCS JAHHBIMUA
HEWPOBU3YAIU3ALIUH.

Anamu3 LICXK BbISBUI MpU3HAKA YMEPEHHOTO JINM-
(ormrapHoro mieonurosa 1o 80 kiIeToK B 1 MM® TIpH OT-
CYTCTBUM MapKepoB MHMPEKINA. JImHaAMITIeCKIii MOHHUTO-
PUHT ITOKa3aJl CIIOHTAaHHOE CHUXKEHUE KOJIMUECTBA KJIETOK
IO HOPMBI K 35-M cyTKaM 3a00J1eBaHMsT Ha (DOHE SMITUPH -
YeCKM ITPOBOIMMOM TePAITH JeKCaMETa30HOM (CM. puc. 1).
CiemyeT OTMETUTD, YTO HAJTWINE WHTPATEKAJIBHOTO YMe-
PEHHOTO JTUM(MOIUTAPHOTO IUIEONTO3a B TIpeaenax S0—
100 xneTok B 1 MM? sIBIsIeTCS KOCBEHHBIM ITPU3HAKOM
BO3MOXHbBIX ayTOUMMYHHBIX ITPOLIECCOB Y MOXKET CITY>KUTh
CBUICTEILCTBOM HEUH(EKIIMOHHOTO TTOpakeHUs IICHT-
paibHOW HEPBHOM CUCTEMBI, UTO MOATBEPAUIOCH OTPULIA-
TeJIbHBIMU pe3yibrataMu uccienoBanus LICK meTtomom
MOJIMMEPA3HOU LEMHON peakUuyu Ha BUPYCHI TPUMIA,
naparpurina, Tpymnmbl repreca, SHTEPOBUPYCHI, UTO SIB-
JISIETCS MaTOT€HETUYECKM 3HAUMMbIM aCEKTOM, TaK KakK
B psII€ CJTy4aeB BUPYC reprieca BbICTYIAET MEPBUYHBIM TPUT-
repom [12].

HcxomHbrit Ipoduiib CYyOITOMYISIIUOHHOTO COCTaBa
JMM@OLIMTOB XapaKTEPU30BAJICS CHUXKEHEM a0COIIOTHO-
TO M OTHOCUTEIBLHOIO KOJIMYECTBA UCTUHHBIX HATYPaTbHbBIX
kuutepoB (NK-knetkn, CD3—CD16+CD56+) u NK-ke-
TOK, 3CIIpeCCUpYOMMX o-11erb antureHa CDS. [Tpu aToM
B peaKkiMy TOPMOXEHMSI MUTpALlMU JIEHKOLIMTOB OTMeYa-
JIOCh YBEJMYEHUE PEAKTUBHOCTU JIEMKOLIMTOB C HECIe-
mMdUIeCKIMA MUTOTeHaMU ((DUTOTeMarTIFOTUHIH, KOH-
kaHaBanuH A). TakuM oOpa3zoM, M3MEHEHUS HOCUJIU

HecneuuuuecKnii xapakTep U ObLIM, BO3MOXHO, 00-
YCJIOBJICHBI OTPaHMYEHHOCTBIO Pa3BUTUS UMMYHOITATOJIO-
TUYECKOTO TIpoliecca B Ipeeliax IeHTPaTbHON HEPBHOM
CHCTEMBI.

B xome mubdepeHImanIbHO-IMarHOCTHYECKOTO ITOMCKa
crienpUIeCKUX 1 TPYIIIIOBBIX aHTUTEIT He OBLIO BRISBIIC-
HO aHTUTEN K aHTUHYKJIeapHoMy (dakTopy, ENA, oHKO-
HEePOHATBHBIX aHTUTE U CIIEKTPa aHTUTEIT, XapaKTePHBIX
11T aHTUGOCHOIMITUIHOTO CMHAPOMA 1-TO U 2-TO THUIIA.
B T0 ke Bpems1 y mauieHTKY ObLI0 0OHApYXKEHO 3HAUMMOE
TOBBIIIICHHUE TUTPA ayTOAHTHUTE] K TeTePOMEPHBIM CyObe-
nrnauiiaM NMDA-riyramatHoro penenropa 1:320, ¢ no-
clenyomuM yBeandeHueMm a0 1:640, uro TpeGoBaio He
TOJIBKO YCWJICHUS ITATOT€HETUIECKOM Teparmu, HO 1 ITOVC-
Ka BO3MOXHOTO MCTOYHMKA aHTUTEHHON CTUMYJISIIIAH.

ITo ganHbIM DDTI y MallMeHTKY ObUTM BBLISIBJICHBI JIe-
30praHu3aiys ()OHOBOTO PUTMa, MPU3HAKN HeCTICIIM (DM -
YeCKOM MapOKCU3MaJIbHON MeIIEHHO-BOJTHOBOM aKTHUB-
HOCTH OT JIOOHO-BUCOYHBIX OTHEJIOB O0OMX ITOIYIIApUIA
¥ JICBOM TeMEHHO-BUCOYHOI 00JIACTH, YTO HAOIIOMACTCS
y 90 % maumenTtos ¢ antu-NMDA-sH1EebanmToM [9, 11].

OcobeHHO cireayeT 00paTUTh BHUMaHNME Ha KIIMHUKO-
HENPOBU3YAIN3ALIMOHHYIO JUCCOLMALUIO, BBIABIEHHYIO
y IMaIIMeHTKN ¥ COOTBETCTBYIOIIYIO JAHHBIM, OITMCAHHBIM
B mutepatype [1, 38]. [TomumopdHas rpybas KitmHu4ecKast
CHMIITOMATHKA He UMeeT HeHPOBU3YAIM3alIMOHHOTO IO~
TBEPKICHUSI, YTO CBSI3aHO C XapaKTepOM IaTOJIOTMIECKO-
TO TIpollecca M OCOOCHHOCTSIMHU €T0 JoKaau3amuu. B oc-
HOBE MEPEeKPECTHOIO B3aMMOIEHCTBUS ayTOAHTHUTEI
¢ arnmutonamMu NMDA-peLienTopoB Heponuiisi KOpbl TO-
JIOBHOTO MO3Ta, IMMONIECKOM CUCTEMBI JICXKUT UX MHTEP-
HaJIM3alds ¥ TeHepaJIM30BaHHOE MOIaBlIeHNEe (PYHKIINU
TIIyTaMaTepruIecKol nepemaun, 6e3 CTpyKTypHOTO ITOBpe-
XKIEeHUS LIEeHTpaJIbHOM HepBHOM cucTeMbl [12, 38]. Tobko
30—50 % marmenTtos ¢ antn-NM DA-sH1IEDanTOM NMeE-
1T MP-npu3Haky MOJHOCTBIO 0OPAaTUMOTO MOPaXKEHUS
TUIIIIOKAMIIa, MO3XXe4uKa, KOPhI TOJIOBHOTO MO3Ta, JIOOHO-
0a3abHBIX, OCTPOBKOBBIX 00JIACTEi, 6a3aIbHBIX TAHIJINEB,
CTBOJIA TOJIOBHOTO MO3Ta MM CITMHHOro Mo3ra [1, 38, 39].
EmnxctBeHHBIM M P-11OKa3aTeTbcTBOM BEPOSITHOTO ayTO-
MMMYHHOTO BOCITAJIMTEIFHOTO TIpoliecca Ha 15-e cyTKku
3a00JIeBaHUS B MIPEACTABICHHOM CIIydae CIIYXKWJI THIIep-
MHTEHCUBHBI M P-curHan ot o6iacTu runmnokammna, Bbl-
asigeMblid Tobko Ha T2-FLAIR akcunanbpHOI rociaenoBa-
TEJBHOCTH 0€3 MPU3HAKOB HAKOIUICHUS KOHTPACTHOTO
BelecTBa. BersiBieHHbIe M P-n3MeHeHNS He KOppearupo-
BaJIM C TSDKECTHIO, OCOOCHHOCTSIMU KIIMHUYECKOM KapTH-
HBI, KaK OBIJIO TTOKa3aHo paHee [38], m perpeccupoBaimn
TIPY BOCCTAaHOBJICHUH SICHOTO YPOBHSI co3HaHUS Ha 102-¢
cytku (16 6amoB mo FOUR) (puc. 2).

TakuM 06pa3oM, Ha OCHOBaHUU 6 OOJIBILINX KPUTEPUEB
(ocTpoe HavYaIo TICUXOIATOJIOTMIECKOTO CUHIPOMA, IBH-
raTeJbHbBIX, KOTHUTUBHBIX, PEYEBBIX PACCTPOMCTB, IIOHM-
JKEHMSI YPOBHS CO3HAHMS, TUTIOBEHTUJISILIM LICHTPATbHOTO
TeHe3a), a TAKKe MOBbIIIeHNsI TuTpa aHTu-NMDA-anTHTeI,
HananIus JTUMGOIUTAPHOTO IIJICOIUTO3a B JIMKBOPE,

TOM 11
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Puc. 2. Macnumno-pe3oHancHas momoepagus 20108H020 M032a, BbINOAHEH-
Has Ha 15-e cymku 3a60nesanus: a — T2-FLAIR; 6 — T1-nocmkonmpacm-
Hble U300padcenus 6 aKCcuanbHoi naockocmu. Boisensemces nesnavumensroe
Jughysroe nosvluieHue UHMEHCUBHOCMU CUSHAAA 8 00AACIU 2UNNOKAMNA
Ha T2-FLAIR (cmpeaku)

Fig. 2. Magnetic resonance imagining of the brain, performed on day 15 of the
disease: a — T2-FLAIR; 6 — TI1-WI axial contrast images. There is a slight
diffuse increase in signal intensity in the hippocampus on T2-FLAIR (arrows)

MapOKCU3MAIbHOM MEIJIEHHO-BOJIHOBOM OMO3JIEKTpUYe-
CKOIT akTUBHOCTH Ha DD OBLT yCTaHOBJICH TOYHBIN THAAar-
Ho3 aHTU-NMDA-3H1IehanuTa [12].

B xozne BeIMOTHEHMS yIBTPa3ByKOBOTO UCCIEIOBAHUS
MaJIoTO Ta3a ObLIM BBISIBICHBI MPU3HAKYU KHUCTHI JIEBOTO
auyHrKa (12-e CyTKM TOCTIMTaTU3allii B MTHQEKITMOHHOM
crarmmonape). I[1posenenne MPT masoro taza (22.03.2017,
66-¢ cyTKM, puc. 3) MO3BOJUJIO BBISIBUTh B CTPYKType
JIEBOTO SIMYHWKA KUCTO3HOE 00pa3zoBaHUE OKPYToi
¢GopMBbI, ¢ POBHBIMU YETKMMU KOHTYpaMu, pa3MepoM
2,1 x 1,8 x 1,9 cM, xapakTepu3sylolieecss HEOTHOPOIHBIM
W30-, THTIIepuHTeHCUBHBIM M P-curnamom Ha T2- 1 T1-B3Be-
IIEHHBIX M300paXXeHUSIX C YaCTUYHBIM TMOJaBICHUEM
CHUTHAJIa OT COAEPXKMMOTO Ha IMPOTrpaMMax C KUPOTIOJaB-
sneHueM (cM. puc. 3). Hanuume nepMonnHoOil KUCTHI Jie-
BOTO SIMYHUKA COOTBETCTBYET JAHHBIM JINTEPATYPHI O KO-
MopounHoct aHTU-NMDA-3HUebhanTa ¢ TepatoMoit
suvyHUKa |3, 6]. TepaTOMBI SIBJISIIOTCSI OCHOBHBIM TPUTTE-
poMm cuHTe3a aHTu-NMDA-ayroantuten [10, 38, 40].

Puc. 3. MP-npusnaku u eucmonocuveckas XxapaKmepucmuxa 0epmouoHoil Kucmol 16020 audHuka: a — T2-e36euienHble u300pajyceHus 8 KOPOHAAbHOU
naockocmu; 6 — T1-636euieHnble uzobpaxcenus 6 cacummanvhoi naockocmu,; 6 — T1-636euiennvie uzobpaxcenus FatSat 6 koponaavHoil naockocmu;
2 — e — cpe3 1e6020 AUMHUKA (OKPACKA 2eMAMOKCUAUHOM U 203UHOM), MPAHCHOPMUPOBAHHOR0 8 KUCMY, RPEOCMABACHHYIO 3DeAoli mepamoMotl, 8bICMAaH-
HOU MHO20CAOUHbIM NAOCKUM dnumenuem (2e), ¢ Haiuuuem carvhvix (42), nomoewvix xcenes (70), 6040CAHbIX Goarukyn08 (52); PoiruKyIspHvle KUcmol
¢ eunepnaasueii Kaemok mexa-unmepHa (e) (le — dempum; 3e — 6ackyaspu3upo8anHas RAOMHAS 60AOKHUCMAS COeOUHUMENbHAS MKAHY; 62 — Jcuposas
MKAHb); JIc — NOA0ICUMENbHBLI pe3yabmam eviaeaenus anmumen k. NMDA-enymamamusim peyenmopam, mpancuyupogannas kaemounas aunus EU-90
(HEK293), nenpsimas ummyHogayopecyenyus, mump coieopomku 1:160, gparoopecyenmnas MUKpockonus 6vicoko2o paspeuiernus, *400

Fig. 3. MR signs and histological characteristics of a dermoid cyst of the left ovary: a — T2-weighted images in the coronal plane; 6 — T'I-weighted images in the sa-
gittal plane; 6 — T'1-weighted images FatSat in the coronal plane); e — e — a section of the left ovary (hematoxylin — eosin stain) transformed into a cyst represented
by a mature teratoma lined with stratified squamous epithelium (22), with sebaceous (4e), sweat glands (70), hair follicles (52); follicular cysts with hyperplasia of cells
of the theca intern (e) (le — detritus; 32 — vascular dense fibrous connective tissue; 6e — adipose tissue); sc — positive result of detection of antibodies to NMDA
glutamate receptors, transfected cell line EU-90 (HEK293), indirect immunofluorescence, serum titer 1:160, high-resolution fluorescence microscopy, *400
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Ha marHOM 3Tamne je4eHsT HAIMIUIO TTATOTeHETHYECKIX
CBsI3ei1 MeXXIy ayTOMMMYHHBIM 3HIIe(DaJIMTOM 1 TepaTo-
MOi1 He OBLIO YHEJICHO MOJKHOTO BHUMAHUS BBUIY TS-
KECTH COCTOSTHUS TTaIlMeHTKH, a TaKXe PEIKOCTH OITH-
CBIBa€MOT0 3a00JIeBaHMSI.

Coyctsa 2 Mec Tociie BBIITMCKHA M3 CTallMoOHapa
(163-1 CyTKM) COXPaHSUIMCh TAJUTIOLIMHATOPHBINA CUHIPOM,
KorHUTUBHEIN neduut (MoCa — 20 6amioB, hoHeTHIE-
CKas aKTUBHOCTP M HEITOCPEICTBEHHOE BOCIIPOM3BEICHIIC
B Tecte A.P. Jlypus coctaBisuin 3—4 ciioBa), HapyIIeHUe
OPHEHTAIIUM B MECTE, BpeMEHU 1 COOCTBEHHOM IMYHOCTH,
a Takke BeIpaxkeHHasT COHMBOCTD (18—20 u/cyT). Coxpa-
HSIOIMNEeCS KIMHUYSCKNE TIPOSIBICHUS C TeHACHIIUCH
K MOBBILIEHNIO ypoBHS aHTUTen K NMDA-penentopam
SIBIISITACH KJIIMHUKO-JIAa00paTOPHBIMU IPU3HAKAMHU aK-
TUBHOCTHM MATOJOTMYECKOTO Tpoliecca, TpeOOBaBIIETO
aZeKBaTHOM MAaTOTCHETUYECKOM TEPaITH C YIETOM €€ OT-
cpodeHHOro Havasa. OTCYTCTBHE B JOJKHOM OOBEMeE TTa-
TOTCHETUYECKOM Teparnuy Ha IIPEAIIeCTBYIONINX STaIax
JICYCHUSI CBUIIETEIBCTBYET O HEIOCTATOYHOM OCBEIOMIICH-
HOCTH HEBPOJIOTOB 00 OCOOCHHOCTSIX TEUSHHUS M CXeMaXx
tepanuu aHTH-NMDA-sHUIEdanuTa.

Hammu mcrionp3oBaHa MeTOIMKA ITO3TATHOM SCKaIAIIAN
Tepannu, BKJIOYaiomas 2 mukia. [1epBbIii cocTosur u3
5 omepanmnii cpeqHeo0beMHOTro MeMOpaHHOTO [1M ¢ 00B-
eMoM 3kchy3uu miadmbl 25—30 % ot OLII u Havancs
Ha 163-u cytku 3a6oneBanust. Omnepauun 1P 3aBepiua-
JINCH MYJIbC-TepaINMeii METUIIIPETHU30JIOHOM B Pa30BOit
npo3e 1,0 r BHyTpuBeHHO KareabHO (Ne4). C LiejIbIo ITOBbI-
meHus 3(pOEKTUBHOCTH U IIPOJIOHTUPOBAHUS 3(D(HEKTOB
[1D, a Takcke ycrpaHeHNsT (heHOMEHA «pHUKOIIIETa» B KOHIIE
1-T0 MKJIa C MTHTEPBAJIOM B 2 He IIPOBEACHBI 2 IMYJIbC-Te-
paruu nukiodochamuaoM B pa3osoit go3e 1,0 r (602 mr/m?)
BHYTpMBeHHO KanenbHo. KomouHaums [T® ¢ unknodoc-
daMmmoM 000CHOBaHA TaKXKe TTO3MHUM MCIIOJIb30BaHNEM
CPENICTB ITATOreHETMYECKOM TepaITii, ITOCKOJIBKY Ha 3TOM
3Tare CyIeCTBeHHO BO3pacTaeT MHTPATeKAIbHBIA CUHTE3
anTu-NMDA-aHnTuTen, u mnosBisoTCsl LepeOpaibHbIS
e pUBACKYISIpHBIC WHQMWIBTPATH M3 IUIA3MAaTHICCKUX
KJIETOK U T1a3ma0sactos [9, 26].

Ha ¢one nmpoBeneHMs TTaTOTeHETUYECKOM Tepannu
BBITIOJIHSITIOCh MOHUTOPUPOBAaHNE KIMHUIECKOTO COCTO-
STHUSI TTAITMEHTKY (YPOBHS CO3HAHMSI, I3MEHEHUS B HEBPO-
JIOTMYECKOM M TICXOIIATOJIOTMYECKOM CTaTycax, IMHAMU-
K€ KOTHUTUBHBIX HapyIIeHUit ). Tak, Ha CIIeAyIoIe CyTKA
ImocJie TIpoBeAeHMS TIepBoii omeparuu 1D mHeBHAS co-
HJIMBOCTb COKpaTUjiach ¢ 6—7 1o 1—2 4, a roce 2-ii ome-
palli B COYETAHUU C MYIbC-TepaIell METHIIIPEIHNI30-
soHoM (1,0 T) perpeccrupoBay CIIYXOBBIE TAJLTIOIIMHAIIAN
1 Je30pUEHTUPOBKA B MecTe. [1epe BrITToTHeHEM 3-if OrTe-
pauuu (Ha 168-¢ CyTku) B coueTaHUU IyJbC-Teparueit
METHJIIIPETHNU30JIOHOM KYITUPOBAJINCH 3pUTEIbHBIC Tajl-
JIIOIIMHALIAY, SIPKUE CHOBUICHMS 1 TIOSIBIJINCH TIPU3HAKH
AKTMBHOW MOTMBUPOBAHHO JeATeIbHOCTU (UTEHHUE, TIOJb-
30BaHME CMapT(POHOM, ITPOCMOTP TEJIEBH30pa), BOCCTA-
HOBWJIACh OPUEHTHPOBKA BO BpPEeMEHU. THTp aHTUTEI

K NMDA -peterrropam cHuzmics 1o 1:80 (aa 170-e cyTkm).
JIOCTUTHYTHIN MaKCUMAaJAbHBINA KIMHUYECKUN 3D DEKT
nocie 3-i1 orepaunu 1P coorBeTcTBOBAT 3PDEKTY, TTO-
JIyaeHHOMY Tipu ucniosb3oBanuu I10 [28, 41]. ITocne mipo-
BeneHus 4-it onepaunu [1® ¢ myabc-Tepanmeir METUII-
MPETHN30JI0HOM THEBHOM COH ITOJTHOCTHIO OTCYTCTBOBAII,
MarneHTKa Hayajla aKTHBHO 3aHMMAThCSI CO CBOMM peOeH-
KOM M CaMOCTOSITEIbHO MCITOJIb30BaTh KOMIBIOTCPHEIC
nporpamMMbl peadbmautanuy. CycTs 2 ¢yT Mociie TIpoBe-
IeHUsS 5-1 oTlepaliiy ¥ MyJIbC-TePaITny METHJITIPETHN30-
JIOHOM TIPOM3BOJIbHAS YCTHAS pedb IIPHOOpesia aKTUBHBIN
¥ pa3HOOOpa3HBIN XapaKTep, a pe3yIbraThl KOTHUTUBHBIX
TECTOB IOCTUTJIM HOPMBI. JIMHaM1Ka N3MEHEHUA KITMHM -
YecKoro craryca Ha ¢oHe npoBeneHus [1P coorBeTCT-
BOBaJIa TMHAMMKE, TIOJTYIYCHHOM ITpK MCIIojb3oBaHnu [10
(1,0—1,2 OLIIT) [25].

IToce mpoBeneHHOTO IMKJIAa KOMOMHUPOBAHHOM Te-
parnuu, KpoMe COXPaHSIONIETOCsS CHKEHIST OTHOCUTEThb-
HOTO 1 aD0COITIOTHOTO KOTMIecTBa NCTUHHBIX NK-Ki1eToK,
OTMEYAJIOCh MOSIBJIICHUE IMPU3HAKOB aKTUBU3ALIMU ayTO-
MMMYHHOTO TIpOIiecca: TOBBIIIICHNE a0COTIOTHOTO U OT-
HOCHUTEJIFHOTO KOJWYecTBa T-XenrmepoB/MHIYKTOPOB
(CD3+CD4+), OTHOCUTEIFHOTO KOJITIeCTBAa AaKTUBUPOBAH-
HeIX T-muMmdponmtos CD3+HLA — DR+, conpoBoxnaio-
mmeecs MOBBIIICHUEM MMMYHOPETYISITOPHOTO MHIEKCA.
BDddexT Tepammu co CTOPOHBI TYMOPAJTBHOTO 3BEHA MM-
MYHHTETa OBLI IIPEICTaBICH CHIDKEHUEM YpPOBHEH IgA,
IgG, peakmy TOpMOXKEHUS MUTPAIIAN JISHKOITUTOB C KOH-
KaHaBaJIMHOM A 1 peaKIINy TOPMOXKECHNST MUTPAITAHN JIeii-
KOLIMTOB ¢ (PUTOTEMATTTIOTHHIHOM (CM. TaOJIUILY).

ITocne 3aBepieHUS 1-r0 MIUKIIA TATOTEHETUIECKOM
Teparuu, BKIroJamIero 5 omnepauunii [1P, 66110 0TME -
YeHO BOCCTAHOBJICHME BCEX KOTHUTUBHBIX (DYHKIIMI
(MoCA — 28 6am1oB), HO MOTUBUPOBAHHAS IESTEIIb-
HOCTB OBIJIa OTpaHUYCHHOM, OTCYTCTBOBAJIa CIIOHTaHHAS
pedb, COXpaHSIJICSI HU3KUU YPOBEHD JOATOCPOYHOM CITy-
xopedeBoit maMaTH (puc. 4). KpoMe Toro, He00X0IMMO
OBLIO 00ECTICYNTD MadbHElIIee CHUKEHIE YPOBHS aHTH-
NMDA-anTuTes, THTp KoTopbix coctasisut 1:160. ITo-
3TOMY OBLT HayaT 2-i IIMKJI IaTOTeHETUIECKOM TepaItniy
(227-e cytku). Llmki BKIII0YaI 5 onepamuii cperHe00b-
eMHOT0o MeMOpaHHOTO [1D, TTyIbCc-TepaImio METUIIIPEI-
Hu300HOM (N2 3) 1 MOBTOpHOE BBeAeHME ITUKIIO(OC-
damuna B pazoBoii gosze 1,0 r (602 mr/m?, uepes 4 Hex
OT 2-TO BBEIEHUS) ITOCJIE OIEHKHN IeMaTOJOTHYECKIX
nokaszateneit 6ezonacHocTr. COMyTCTBYIOIIEE JICUCHUE
COCTOSIJIO U3 METAa0OTMUECKON (3THII-METUII-THAPOKCH-
NMUPUANHA CYKIIMHAT, TMTUKONMNH), TAMK-eprudeckoii
(;reBetuparieram 250—500 MT/CyT), aHTUXOJIMHACTEPA3HO
(puBacTurMuH 4,6 Mr/cyr) Tepanuu, 6JJOKaabl IIyTaMaT-
HbeiIX NMDA-peuentopoB (MeMaHTUHA TUIPOXJIOPU]I
30 Mr/cyT).

Hcnonp3oBaHre METOIUK HEPOIICUXOIOTNIECKO-
ro tectupoBanust (MMSE, FAB, MoCA, tect «10 c1oB»)
(A.P. Jlypus, 1969) mo3Boaua0 HarjisiAHO OLEHUTh
CTaINM BOCCTAHOBICHUS Pa3JIMIHBIX KOMIIOHEHTOB
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ITlokazamenu kaemouroeo u 2YMOpPANbHO20 36€HbE6 UMMYHUmMema do u nocne 1-e0 uukaa M€M6paHH020 n/tasmad)epew

Indicators of cellular and humoral immunity before and after the first cycle of membrane plasmapheresis
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Parameter it Normal range To

measurements
ITocae A, %

KomdecTBo neiikonnToB

Leukocyte count x 10°/n 4,0-8,8 4,0 5,8 31,0
KomngectBo mumdbonuton % 19-37 31,0 38,01 18,4
Lymphocyte count x 10°/1 1,2-2,5 1,24 2,2 43,6
CD3+-T-mmdouTsr % 60—80 80,0 79,6 0,5
CD3+-T-lymphocytes x 10°/n 0,8-2,2 0,99 1,75 43,4
CD3+CD4+-mumdo1uTsl (Xeamnepbl/ MHIYKTOPHI) % 30-50 30,81 57,31 11,3
CD3+CD4+-lymphocytes (helpers/inducers) x 10°/1 0.5—1.2 0.63 1,261 50.0
CD3+CD8+-T-numbouuThl (IIMTOTOKCUYECKUE TUMbO- % 20-30 27,9 22,0 21,1
IIATHI)

CD3+CD8+-T-lymphocytes (cytotoxic lymphocytes) x10°/1 0,3-0,9 0,35 0,48 27,1
CD3+CDI16+CD56+ (T-kuiiepsr) — T-KIETKH, SKCIIPeC- % 1,7-8.,6 4,6 2,9 37,0
cupyronue mapkepsl NK-kimeTok

CD3+CD16+CD56+ (killer T cells) — T cells expressing markers x 10°/1 0.03—0.25 0.06 0.06 0.0
of NK cells ’ ’ ’ ’ ’
Wupekc CD3+CD4+/CD3+CD8+

CD3+CD4+/CD3+CD8+ index - 1,2-1.8 1.8 2,61 30,8
CD3—CDI16+CD56+ — UCTUHHBIE HaTypaJibHbIE % 8—18 5,8] 42| 27,6
kuyutepsl (NK-xnetkn)

CD3—CD16+CD56+ — natural killer cells (NK cells) x10°/n 0,12—-0,40 0,07} 0,09 22,2
NK-kieTku, sKkcrpeccupymolime o-1emnb anTureHa CD8 % 2—12 1,83} 2,0 8,5
(CD3-CD8+)

NK cells expressing the a-chain of the CD8 antigen (CD3—CD8+) x10°/n 0,06—0,28 0,02 0,04] 50,0
CD19+-B-uMdoIuThl % 5-19 10,2 14,4 29,2
CD19+-B-lymphocytes x 10°/1 0,1-0,5 0,13 0,32 59,4
CD3+HLA—DR+-akTuBUpOBaHHBIE % 1,3—10 8,1 12,6 35,7
T-mamdoruTer

CD3+HLA—DR+-activated T-lymphocytes x10°/n 0,02—0,3 0,1 0,28 64,3
B-mumdoriuter 1 aktuBrupoBaHHbIe N K-KieTku % 5-20 11,4 14,4 20,8
(CD3—HLA—DR+)

B lymphocytes and activated NK cells (CD3—HLA—DR-+) x10°/n 0,04-0,50 0,14 0,32 56,3
IgA T/ 0,7—4,0 1,69 1,06 37,3
IgM r/n 0,4-2,3 0,62 0,57 8,1
1gG T/ 7,0—16,0 12,9 9,6 25,6
IupKynupylonye MMMYHHBIE KOMITJICKCHI T O 6-66 3 28 89,3

Circulating immune complexes

Peakiiusg TopMOKEHMST MUTPALIMU JIEUKOLIMTOB
¢ GhUTOreMarnIIOTHHUHOM % 20—60 110 92 16,4
Leukocyte inhibition reaction with phytohemagglutinin

Peakiys TOpMOKEHMST MUTPALTIU JIEUKOLIMTOB
C KOHKaHaBaJIMHOM A % 40—75 112 85 24,1
Leukocyte inhibition reaction with concanavalin A

Ilpumenanue. 1, | — nogoiuieHue u cHusiCeHUe NOKA3amensi OmHocumensho peghepercruix 3navenuii. CD — om anen. “cluster of differen-

tiation” — Kaacmep ouggepeHyuposKu.

Note. 1, | — increase and decrease of values relative to reference values. CD — cluster of differentiation.
|
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Puc. 4. Hzmenenue kpamrxocpouHoil u 00120CPOHHOI CAYX080U NAMAMU HA (oHe NPo8oOUMOL KOMNACKCHOI hamoeeHemuyeckoil mepanuu. ITA — onepayus
naazmagpepesa; 1l® — nyavc-mepanus 1,0 e yuxaropocghamuoa; [T — nyavc-mepanus 1,0 e memuanpeorusonona. 1—5-3 cepuu eocnpoussedenus 10 cro6
(uepHas aunus ¢ moukamu); ocnpousgederue 10 croe vepes 1y (kpacnas aunus); eocnpoussederue 10 106 Ha credyrouuii OeHb (YepHas AUHUS ¢ mpey-

20NbHUKAMU)

Fig. 4. Change in short-term and long-term auditory memory against the background of complex pathogenetic therapy. I1A — plasmapheresis; [[® — pulse
therapy 1.0g cyclophosphamide; I1T — pulse therapy 1.0g methylprednisolone. 1—>5 series of 10 memorized words (black line with dots); reproduction of 10 words
in I hour (red line); reproduction of 10 words the next day (black line with triangles)

MaMsITH, HECMOTPSI Ha TO, YTO JaHHBIN aCIIeKT He BXOIUT
B nuarHoctndeckue Kputepuu NM DA -sHuedanmTa [12]
(puc. 5).

Cnycrts 6 cyT OT Havaja JiedeHus: HabJII04aIoCh BOC-
CTAaHOBJICHHE KPAaTKOCPOYHOM CIIyXOBO# MaMsITH (IIOciie
orepauu [1® Ne 3 ¢ mynbc-Tepanueil METUIIPETHNU30-
moHOoM Ne2). C 10-x cyrok mocie onepauuu [1MD Ne4
OTMEUYEHO CTAaTUCTUICCKH 3HAYMMOE TTOBBIIIIEHUE BOCIIPO-
W3BEICHMSI CJIOB (PaHTOBO-3HAKOBEIN KPUTEPUIT YIITKOK-
coHa, p = 0,04). VirydimreHrie KpaTKOCPOIHOM MTAMSITH CO-
IIPOBOXIAJIOCH CHIKeHHEM TUTpa aHTu-NMDA-aHnTtuTen
¢ 1:640 oo 1:80. TeHzeHUMA K BOCCTAHOBJIIEHUIO TOJITOC-
POYHOI MaMsITH OoTMedeHa ¢ 7—10-X CyTOK IIpOBEICHMUS
IMaTOreHeTUIECKOM Teparuu, ¢ 6oJiee BEIpaKeHHOM THA-
MUKo# K 20-M cytkaM. Pacuer koadduinenTa morepu
nHbopmarmu (K) gyepes 1 9 Tmocsie 3aIIOMIUHAHYS B TCUCHHE
1-ro Mecsilia POBOIMMOIA Tepary COCTABII  ; 100,0, 000 %,
B Te4eHMe 2-TO Mecsla — . 62, Lo %, B Te4eHUE 3-TO Me-
cstia — 13’526,53&9 %. BocCTaHOBICHNUE JOITOCPOTHOI T1a-
MSITH C BO3MOXHOCTBIO BOCIIPOM3BEICHMS CJIOB Ha CIICAY-
folee yTpo HabII0OAIOCh TOJIBKO CITYCTS 2 MeC OT Hadajia
Teparnuu, JIeMOHCTPUPYS IUIMTSIIFHOCTH IIPOIIECCOB BOC-
CTaHOBJICHUS, HAa (POHE MPOBeACHUS KOMOMHNPOBAH-

HO 3CKaaIlMOHHON CXEMBI ITATOTeHETUICCKOI TepaIti
(cM. puc. 5).

KpuBsie 3artoMMHaHUS OTIMYATUCH TI0 CBOEH CTPYK-
Type B 1-i1 U B nocienymooiiue 2 Mec tepanuu (puc. 6).
3urzaroodpa3HbIii XapakTep KpUBOI, HaOMIOJaBIINICS
B rtepBhIe 30 CYT Tepanu, CBUAETEILCTBYET O HEYCTONIM -
BOCTM BHUMaHUS U TUCPYHKINNA HEHPOTUHAMMIECKOTO
KOMIUIeKca (ITOCTOSTHHASI COHJIMBOCTD, TPYIHOE ITPOOy-
XkneHne). B mocaemyromre 2 Mmec Ha (hoHE TIPOTrpeccupy-
IOIIETO YAYYIIeHUS KPaTKOBPEMEHHOM MaMSTH KpUBast
3aIIOMMHAHUS MeITa opMy BEICOKOTO TUIATO, YTO HE TOJb-
KO CBHIETEILCTBYET O HETIOJTHOM BOCCTAaHOBJICHN 00ObeMa
KpaTKOBPEMEHHOM IMaMsITH, HO 1 OTpaXkaeT SMOLIMOHATb-
HYIO BSUIOCTb. JIaHHBII acTIEKT MOATBEPXKIACTCS TOSBIIC-
HHEM TIepBOii MOTUBUPOBAHHOM YMCTBEHHOM IEATETbHOC-
TH (3aHATHUS ¢ IOYEPbI0, KHUTH, CMAapT(dOH) B HAYaJle 2-T0
MecsIIa 1 SMOIIMOHAIBHBIX peaKInii Ha HeyIauX B BBITION-
HEHUHU TECTOB M YIIPAXKHEHMI TOJIBKO CITYCTS 45 CyT OT Ha-
yajia Tepalmm.

Ilepen HavaloM LIMKIJIA TATOTEHETUIECKON Teparmu
TIpY OLICHKE KOTHUTUBHBIX (DYHKIIVI HAanOOJIbIIIee 3aTPyI-
HEHUE BBI3BIBAJIN 3aIaHNSI, OTPAKAIOIIHE ITPOCTPAHCTBEH-
HO-BPEMEHHYIO OPUEHTAINIO (MECSII, YMCII0, TOI, MECTO
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MepBbIf UMKN 1 Havano 2-ro umkna MA +

40 o Mepuon T / The first cycle and the beginning of the
peabunutaLmn nocne second cycle [TA + ITT L 30
:g OPWT / Rehabilitation I 1
3 period after ICU -
<30 4 € W MoCA
S g
g 1 T [ MMSE
IS 9]
S 23 =
< 20 > e
o 20 = 19 )
2 16 o
é 15 2 QoHeTnyeckan peyeBan akTUBHOCTb /
9 12 5 Phonetic speech activity
[=
g 10 - S
! ~ I CemaHTnyeckas peyeBas akTMBHOCTb /
é Semantic speech activity
0 =
103 136 162 178 227

[nuTtenbHOCTb 3aboneBaHwns, cyTku / Duration of the disease, days

Puc. 5. Uzmenenue koenumugnvix pynkyuii na gone newenus. Hopma: MoCA 26—30 6annoe; MMSE 28—30 6annoe; FAB 17— 18 6annos; ponemuueckasn
peuesas akmugnocms — 12— 16 cro6; cemanmuueckas peuegas akmuenocmv — 15—22 caos. I1A — naazmagpepes; IIT — nyavc-mepanus

Fig. 5. Change in cognitive function during treatment. Norm: MoCA 26—30 b.; MMSE 28—30 b.; FAB 17— 18 b.; phonetic speech activity — 12— 16 words;
semantic speech activity — 15—22 words. 1A — plasmapheresis; I[IT — pulse therapy
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Puc. 6. Kpusas 3anomunanus 10 croe (no A. P. Jypus, 1969) 6 nepsvie 30 cym mepanuu (a) u 6 nepuod 30—90 cym (6). Llenmpanvnvie menoenyuu u 6a-

puayuonnvie psodvt npedcmasnenvl 6 sude Me [Q25; Q75]

Fig. 6. Curve of memorization of 10 words (according to A. R. Luria, 1969) in the first 30 days of therapy (a) and in the period 30—90 days (6). Central trends

and variation series are presented in the form of Me [Q25; Q75]

HaxXOXJIEeHUS ), OLleHUBAIOIIME MTPOYHOCTDb CIIyXOpeYeBOA
naMsTH (OTCpOYeHHOe BocipousBeneHue). [1o okoHyanuu
1-to tukna [ B coueTaHUM C MyJIbC-TEpATUEeil METUII-
MPEAHU30JIOHOM KOTHUTUBHBIM NeMUIIUT BbIpaxkascs
JIVIIb B 3aTPYAHEHUU OTCPOUYEHHOTO BOCIIPOU3BEICHUS
CJIOB.

TosnbKO mociie 3aBeplIeHMs ITUKJIa MaToreHeThye-
CKOI1 Teparnuu NMalueHTKe MpoBeigHa OTiepalinsl JeBOCTO-
POHHEN aTHEKCIKTOMUH TI0 TIOBOY TePaTOMbl IMYHUKA
(08.12.2017) Ha ¢oHe mpomoirKalomieiicss 06a3mcHOM

Tepanuu B TeYeHHUE TOla METOTPEKCaTOM B TabjieTKax
(12 Mr/Hem), Ha4aTOM ITOCIE 3aBEPIICHNS 2-TO IIUKJIA Te-
paneBTHUYeCKOTO adepe3a. 3amepxka B MPOBEICHUN all-
HEKCOKTOMUM Obla CBsI3aHa ¢ HecorjacueM MPoMUIbHBIX
CIIEIIMAJTMCTOB B BOIIPOCE MEPBOOUEPETHOCTH U MTaTOTeHE-
TUYECKOU 11e71eCO00Pa3HOCTU ONEPaTUBHOTO JIeUeHUS.
[puMeHeHUEe NIUTEIBHON UMMYHOCYIIPECCUBHOM Te-
panuu GbUIO 0OOGOCHOBAHO HAJIMYMEM ayTOMMMYHHOTO
TpUrrepa — TepaToMbl inuHUKa [40]. B Teuenne nociemy-
foIUX 3 JIeT HeMPOTICUXOJIOTUYECKUI CTaTyC alUeHTKH
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COOTBETCTBOBAJI HOPME, IIPH 3TOM OTMEUYaJI0Ch CHIDKCHUE
tiTpa aHtTuTea K NMDA-penentopam (¢ 1:40 mo 1:20)
B reucHue 11 mec. ITormHast mabopaTopHast pemuccus (1:10)
ObLTa JOCTUTHYTA Yepe3 18 Mec oT Havasia 3a00J1eBaHMsI.

IIpencraBneHHbIN KIMHUYSCKUN CIydail UTIOCTPU-

pYeT PsI KIFOYEBBIX aCIEKTOB IMATHOCTUKM M Teparuu
aHtTu-NMDA -sH1edanuTa:

L.

KnuHndeckast reTeporeHHOCTh M BBICOKAsl 4acToTa
MapaHeOoIUIACTUYECKON acCOLIMAllU TPEOYET MYJIBTH -
TUCIATUTMHAPHOTO oXo/a (C y4acTHeM HEBPOJIOTOB,
IICUXAATPOB, THHEKOJIOTOB, pEaHUMATOJIOTOB, TPAHC-
(y31OJI0TOB M OHKOJIOTOB) IIJISI TOCTIKCHUS OITTH-
MaJIBHBIX TePaIIeBTUICCKUX PE3yIBTaTOB.

. BeIOOp cTpaTernu Teparmm T0JKeH YIUTHIBaTh BO3PACT

marrenTa, a3y 3a001eBaHNMs, HATNINE aCCOIIMAIIN
¢ HOBOOOpa3oBaHMEM, TIpeodIagaHIe OIPEIeICHHBIX
KIIMHWYECKUX MpostBieHni antTu-NM DA-sH1Iehanm-
Ta, COITYTCTBYIOIINE 3a00JIeBaHUS M OCJIOXKHEHUS.

. D hEKTUBHOCT TAKTUKU OTIPEILIISICTCS palliOHAIb-

HBIM KOMOWMHHMPOBaHUEM, a He ITOCJIeIOBaTSIIbHBIM
MMPUMEHEHNEM CPEICTB MAaTOTCHETUICCKON Teparun
1-if m 2-i1 TMHUU, TTOCKOJIBKY KaXIoe U3 HUX HE SIB-
JISIETCST CaMOIOCTaTOYHBIM [8, 35, 42]. B wactHOCTH,
HeoOXOIMMO paHHEe CHIDKCHHE YPOBHS aHTUTEN
K NMDA-peuentopam B IMKBOpPE IIyTEM palliOHAb-

HOTO BBIOOpA CPEICTB TepalleBTHIECKOro adepesa

C pacyeToM JOCTaTOIHOTO 00beMa U KPaTHOCTH TIPO-

BOIUMBIX Tpotienyp. Ilocne cHmkeHnmst ypoBHs IgG

B nepudeprnuecKoil KpoBU HAOIIOMAETCS CHIDKCHHE

antutea K NMDA-peuentopaM B TMKBOpPE M3-3a UX

nepepacipenaesieHusT MEeXIy BHYTPUCOCYIUCTBIM
¥ MHTPATeKaJbHBIM KoMITapTMeHTaMu. [1pu BeIOOpE
onTumanbHoro Meroga TA mpeanoyreHue OTAAETCS

BBICOKOOOBEMHEBIM, TTOJIY- WJIU CEJICKTUBHBIM ITPOIIE-

nypam (MC — kackagHas mmasModuisrpaiis — I10).

OmgHOBpeMEHHO HEOOXOIMMO UCTIONIB30BaTh CPEICTBA

MMMYHOCYIIPECCHUH, BEIOOP KOTOPBIX 3aBUCHUT OT (pa3bl

3a00seBaHMsI, obecIieunBalole 0JIOKMPOBAHUE pe-

CHHTE3a IMaTOTeHHBIX aHTUTeN. [1py Hammaum comyT-

CTBYIOIINX MHMDEKIIMOHHBIX ITPOIIECCOB 1IeJIeco00pas-

HO 3aBeplIaTh KOMOMHAIIMIO MIPOBEICHUEM TEpaITi

BBUI.

B npencraBieHHOM KIIMHMYECKOM IIPUMEPE BBIIIICH3-
JIOKCHHBIN TTOIXO0/ pealn30BaH Ha aMOyJIaTOPHOM 3TaIre
C MCITOJIb30BaHUEM CpeTHE00beMHOTO MeMOpaHHOTO [1dD
3a CYET YBEJIMUYCHUS KpaTHOCTH omepanuii. [TpuanHoi
TTO3ITHETO YIAJICHWS TePAaTOMBI SIBJISLIACH TIepPBOHAYAIBHAST
HECOIVIACOBAHHOCTh C MPOMUIBHBIMU CIICIIUATNCTAMUT
B BOIIPOCE MMPaBOMEPHOCTH AMarHo3a HOBOOOPAa30BaHUSI,
paccMaTpUBaeMOIO MMM MCXOMTHO KaK KMCTa IMIHUKA.
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POLR3A-accoummpoBaHHaA runommenuHM3NPOBaHHasnA
nenkoaucTpoua: onmcaHme KNMHNYECKOro cayyas
u 0630p NuTepartypsbl

A.®. Mypra3una, T.B. Mapkosa, A.A. Opiosa, O.I1. Pookkosa, O.A. Illaruna, E.JI. Tagamm

DI'BHY «Meduxo-eenemuueckuil Hayurwiii yeump um. axad. H.I1. boukosea» Muno6puayxu Poccuu; Poccus, 115522 Mockea,
ya. Mockeopeuve, 1

KoHTaKThI:

Aiicbiny ®aH3uposHa MypTasuHa aysylumurtazina@gmail.com

lMnoMuenuHu3npoBaHHble neiikoauctpoduu (1) — rpynna reHeTUYECKW reTeporeHHbIX HeilpofereHepaTuBHbIX 3abone-
BaHWIi, CONPOBOXAAIMXCSA HapylweHuem MuennHusauuu. OgHoM n3 Hanbonee pacnpocTpaHeHHbIX ayTOCOMHO-peLec-
cuBHbix [T1 saBnsetcs 11 7-ro Tuna, obycnosneHHas mytauusamu B reHe POLR3A.

Llenbto pa6oTbl iBUNOCH NEPBOE ONMCAHUE KITMHUKO-TEHETUYECKIX XapaKTEPUCTUK poccuitckoro nayuenTa c [J1 7-ro tuna
1 0630p ony6ANKOBAHHbIX LAHHBIX.

Mpo6aHa — peberok 7 net ¢ [Nl 7-ro Tuna. [lnarHo3 ycTaHaBnMBaNCa Ha OCHOBAHWUU JAHHbIX FeHEaNorMyeckoro aHanusa,
HEBPOIOrMYeCKOro 0CMOTPa, MarHUTHO-PE30HAHCHOM TOMOrpaduUm roNoBHOMO MO3ra U Pe3yNLTaToB MOJIeKYNAPHO-TeHe-
TUYECKOro aHanusa.

Y Habnionaemoro Hamu 60LHOTO BbISBAEHO 2 BapUaHTa HYKNEOTUAHOW NOCAe0BaTENbHOCTY B KOMNAYHA-TETEPO3UTOTHOM
cocTosHun B reHe POLR3A, kaxpaas u3 KOTOpbIX Gblna onucaHa paHee y NauuMeHTOB C BapuabenbHbIMU KIUHUYECKUMU
NPOSBNEHUAMU HellpofereHepaTUBHbIX 3a60neBaHuit. 0COOEHHOCTAMU KIMHUYECKUX MPOSBNEHUI Y HAWero nauueHTa
Obin MaHudecTaums 601e3HU Ha 1-M rofy KWU3HM, NpeobnafaHne B KNIMHUYECKOH KapTUHE MO3XKEYKOBOM CUMNTOMATUKMY,
HapylweHne ABUKEHUA HUIKHEN YenioCTH, NPUBOAALLEE K YCUIEHUIO LU3APTPUK, 3aiepXKa POPMUPOBAHUA NOCTOAHHbIX
3y60B M HU3KOPOCIOCTb. BbisABNEHHbIE NPU3HAKM YKA3bIBAIOT HA TEYEHWe BONE3HN CPefHEeN TAKECTH, YTO CBA3AHO C pas-
HbIM 3theKTOM 06HaPYKEHHBIX Y NpobaHAa MyTaLMil.

POLR3A-accouumpoBaHHble 3a601eBaHUA NPeACTaBAAIOT CO6O0i rpynny KNMHUYECKN NOAMMOPdHLIX COCTOAHNMIA, Ae60TU-
pyIOLMX C PaHHEro [EeTCKOro Ao B3pocaoro Bo3dpacta. KnuHuyeckue npossieHus y NauueHToB € pasfiMyHbIMK TUNAMK
1 NoKanu3aumeit MyTaLmMin MOryT xapakTepu30BaTbCA M30AMPOBAHHOM CNACTUYECKO aTaKCUel Unmn coyeTaloliencs ¢ onu-
FOAOHTUEN U TMNOTOHALOTPOMHbLIM TMNOrOHAAU3MOM, U30IMPOBAHHON UM OCNOXHEHHOW CNAacTUYeCcKoW napannerue,
a TaKXe COYETaHWEM aTakCUM C IKCTpanupaMmUgHbIMU cumnToMamu. MpeacTaBneHHoe Hamu HabnloaeHne [eMOHCTpUpPYeT
CNIOXHOCTb ANArHOCTUKM 6ONe3HU B ETCKOM BO3pacTe, B OTCYTCTBUE Cheuutuyeckoro Habopa KIMHUYECKUX CUMNTOMOB
M XapaKTepHbIX NPU3HAKOB NpW BU3yanu3auum mosra.

KnioueBble cioBa: runomuenmHu3npoBaHHas nenkoauctpodus 7-ro tuna, POLR3A, cnactuyeckas atakcus

Ina uutnposaHua: Myprtasuna A.®., Mapkosa T.B., Opnosa A.A. n ap. POLR3A-accoumnpoBaHHas runoMmnennHu3npo-
BaHHaA NeNKOAMCTPodMA: ONMCaHUe KNMHWUYECKOTo ciyyas 1 0630p nuTepatypbl. HepBHO-MbllweyHble 6one3Hu 2021;
11(4):48-54. DOI: 10.17650/2222-8721-2021-11-4-48-54.

POLR3A-related hypomyelinating leukodystrophy: case report and literature review

A.F. Murtazina, T.V. Markova, A.A. Orlova, O. P. Ryzhkova, O.A. Shchagina, E. L. Dadali
Research Centre for Medical Genetics; 1 Moskvorechye St., Moscow 115522, Russia

Contacts:

Aysylu Fanzirovna Murtazina aysylumurtazina@gmail.com

Hypomyelinating leukodystrophies (HL) is a group of genetically heterogeneous neurodegenerative disorders charac-
terized by a lack of brain myelin deposition. One of the most common autosomal recessive HL is HL type 7 caused by
mutations in the POLR3A gene. We reported the first clinical case of a Russian patient with HL type 7.

Proband is a 7-year-old patient with HL type 7. The diagnosis was confirmed by genealogy, neurological examination,
brain magnetic resonance imaging and molecular genetic testing.
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Two compound-heterozygous variants in the POLR3A gene were revealed in the patient. Each variant was described
earlier in patients with variable clinical manifestations of neurodegenerative diseases. The peculiarities of clinical
manifestations in our patient were the manifestation of the disease in the first year of life, the predominance of cere-
bellar symptoms, a movement limitation of the jaw, leading to worsening of dysarthria, a delay in the formation of
permanent teeth and short stature. The course of the disease was moderate that could be explained by different effect
of the variants in the POLR3A gene.

POLR3A-related disease is a group of clinically heterogeneous disorders manifesting from early childhood to adulthood
and characterized by isolated spastic ataxia or ataxia combined with oligodontia and hypogonadotropic hypogonadism,
isolated or complicated spastic paraplegia, as well as a combination of ataxia with extrapyramidal symptoms. Our case
report demonstrates the complexity of diagnostic process in the absence of a peculiar clinical picture and specific
changes in brain imaging.

Key words: hypomyelinating leukodystrophy type 7, POLR3A, spastic ataxia

For citation: Murtazina A.F., Markova T.V., Orlova A.A. et al. POLR3A-related hypomyelinating leukodystrophy: case
report and literature review. Nervno-myshechnye bolezni = Neuromuscular Diseases 2021;11(4):48-54. (In Russ.).
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BsepeHue

TummoMmemmumn3npoBanHbIe neiikoauctpoduu (IJ1) —
TpyIIIa TCHETHICCKU TeTEPOTeHHBIX HeHpomereHepaTuB-
HBIX 3a00JIeBaHMUI, COMIPOBOXIAIOIINXCS HapPYIICHUEM
muenuHu3aunu [1]. K Hacrogiemy BpeMeHn uaeHTupr-
mupoBaHo 22 reHetTndecknux BapuanTa I'JI, 17 u3 KoTophIix
HaCJIEIyIOTCSI ayTOCOMHO-PEILIECCUBHO, 4 — ayTOCOMHO-
JIOMWHAHTHO U | — cuerieHHo ¢ X-xpoMmocomoii [1]. Ox-
HOI1 13 HanboJIee PacIpOCTPaHEHHBIX ayTOCOMHO-PeIeC-
cuBHbIx ['J1 sBnsiercsa I'J1 7-ro tuna (OMIM: 607694),
obycioBieHHass MyTauusimMu B reHe POLR3A, mokanu3o-
BaHHOM Ha xpoMmocoMe 10q22.3. XapakTepHoii 0COOeHHO-
CTBIO 3TOU (DOPMBI SIBJIIETCS COUETaHe HEBPOJIOTUICCKOM
CHMIITOMATHKY C OJIUTOJOHTHEH 1 TUIIOTOHAIOTPOITHBIM
rurioroHagu3mMoM [2, 3]. ITepBoe onvcanue 60J1€3HMU OBLITO
caesaHo S. Atrouni ¥ COaBT., KOTOPbIE COOOIIMITN O OOJTEHBIX
13 OOJIbILION CUPUIACKONW CEMbU Y MPEANON0XUIN ayTO-
COMHO-PEIICCCUBHBIN TUTI HACIeIOBaHUS 3a001eBaHus [4].
Dtronorndyeckuit paxkrop I'J1 7-ro Tuma ObIT yCTAaHOBJIEH
G. Bernard 11 coaBt. B 2011 ., 0OHapy>KUBIINMH MYTallUA
B reHe POLR3A y TallMEHTOB CO CXOIHOM KIIMHUYECKO
CUMITTOMATUKOM [5]. BenKOoBBIN NIPOAYKT TeHa — OJHa U3
cyowenmunil PHK-1monmmepasbl 3-ro Tura, ocymecTBIIsI-
oIIe#t CMHTE3 U CO3peBaHNEe HEOOJBINX HEKOIUPYIOIINX
PHK, ygacTByrOIIMX B peryIsiiy OCHOBHBIX KJIETOYHBIX
npoteccos [6]. [TaroreHe3 6o1e3HM OKOHYATEILHO HE U3Y-
YyeH. BBIIBATAIOTCS 2 TUITOTE3bI, OOBSICHSIFOIIIE TUITOMUCITI -
HU3aLUIO TOJIOBHOTO MO3ra: HapylueHue cuHTe3a TPHK,
MIpUBOIIee K NU3MEHEHHNIO TPAHCIISILIMU BO BpeMsI TIPO-
IIECCOB MUENMHU3ANNN, U U3MEHEHNE TPAHCKPUIIIINU
cneuupuueckux Hekoaupyomux PHK, Heo6xoguMbix
IJIS1 pa3BUTHS MUeauHa [6, 7].

IMoka3aHo cylecTBOBaHNWE BBHIPAXKEHHOTO TTOJIMMOP-
¢du3Ma KIIMHUYECKUX TIPOsIBJICHUI 3a00J1eBaHMIi, 00YCJIOB-
JIEHHBIX MyTaussMu B reHe POLR3A. OrcaHo HeCKOIbKO
ajutenbHbIX BapuaHToB IJI co cneunguyeckum Habopom
KIMHUYECKUX ITPU3HAKOB, XapaKTepU3YIOMMXCS: 1) THITo-
MHUEJIMHMU3AlMe, aTaKCUEN, CIAaCTUKON, OJTMTOOOHTUEH
W TUTIOTOHATOTPOITHBIM TUITOTOHAIN3MOM; 2) THITOMUEIIH-

HU3aIe, TPDEMOPOM U aTaKCUel; 3) TUIIOMUETMHU3ALIM -
el C OJIMTONOHTHEIH; 4) TUIIOMUETMHU3AIEH ¢ aTpodueit
MO3KedKa 1 TUTIoIIa3ueit Mo3oarcroro tena [2—4, 8—10].
Kpome Toro, myrammm B reHe POLR3A 00HapyXeHBI y 00JTb-
HBIX C TUIIOKWHE3WEH, TUCTOHNEH 1 TTopaXkKeHUEeM IO -
KOPKOBBIX siIep IO JaHHBIM MAarHUTHO-PE30HAHCHOM
tomorpacduu (MPT), crractimaeckoii aTakcHei WM crac-
TAYECKOI Maparuierueit ¢ IMo3IHIM Ie0I0TOM 063 IIpu3Ha-
KOB HapylIeHUST MUETMHU3ALK ToI0BHOTO Mo3ra [11, 12].
Takxe mytanuu B reHe POLR3A IBASIOTCS TIPUYNHON
MIPOTepOUIHOTO cuHIpoMa Bumemana—PayTeHInTpayxa
(OMIM: 264090), KOTOPBI1 XapaKTEPU3YETCsI 3aAePKKOM
(bmsmyecKoro pa3BUTHS B IPEHATAIIBHOM M TTOCTHATAIEHOM
Teproaax M AU3MOpGUISCKUMHI YepTaMU CTPOSHUSI B BU-
Iie TPEYTOILHOTO JINIIA, BRICTYHAIOIEH CITMHKY HOCA, MU-
KPOCTOMUN, MUKPOTHATUH, YBEIMUEHHSI pa3Mepa pOTHIY -
KOB, TICeBIOTUApOLIe(haINH, TUTTOTUCTPOGUN M AHOMAJTTAN
3y06oB [13]. B nutepaType nmMeroTcs eAMHUYHBIE PaOOTHI,
TIOCBSIICHHBIC aHAIN3Y KJIMHUKO-TEHETHYEeCKMX KOppe-
JISUMI y TTAallMeHTOB ¢ MyTauusMu B TeHe POLR3A. Bmecte
C TeM IIPOBEICHE TAKOTO aHaIM3a OyIeT ClIOCOOCTBOBATH
COBEPIIICHCTBOBAHMIO TIPEACTABICHUI O TTATOTC¢HETUIECKIX
MeXaHM3MaX OTIEIbHBIX aJUIeJIbHBIX BaApUAHTOB 3a00J1eBa-
HUIA, TIPOTHO3UPOBAHUIO TSKECTU MX TCUCHUS U CIIEKTpa
KIIMHUYIECKIUX TIPOSTBICHUIA.

Ieabio paboThI IBUIIOCH TIEPBOE ONMMCAHNE KIIMHUKO-
TeHETUUYECKUX XapaKTePUCTUK POCCUMCKOTO TMareHTa
¢ I'JI 7-ro tTuma, oOycJIOBIEHHOM MyTaLIMSIMU B KOMIIAyH/I-
TeTepO3UTOTHOM cocTosTHUY B reHe POLR3A, n 0630p oIty-
OJIMKOBAaHHBIX JTAHHBIX.

IMameHT B Bo3pacte 7 JIeT, IPOXUBAET Ha TEPPUTOPUN
P® u HaxomuTcs mMoa HabMIOAeHUEM B HAyYHO-KOHCYJTb-
tatuBHOM otneiie ®TBHY «Menuko-reHeTu4ecKkuii Ha-
yuHbIii neHTp uM. akaa. H.I1. boukoBa» ¢ I'JI 7-ro Tuna,
o0yclioBiaeHHOM MyTauusaMmu B reHe POLR3A. JIlnarHo3
YCTaHABIMBAJICS HA OCHOBAaHWM TaHHBIX TeHEaJIOTHIeCKO-
TO aHa/IM3a, HeBpoJIoTndeckoro ocMorpa, MPT romoBHOTO
MO3Ta 1 pe3yJITaTOB MOJIEKYISIPHO-TeHETUIECKOTO aHa-
JI3a.
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Boigenenuvie reHomHoi JIHK npoBoannu us neikoiu-
TOB TMepudepruIeckoil KpOBU C TTOMOIIBI0 HA0Opa peakTu-
BoB 114 BblaesieHuss Wizard Geno micDNA Purification
Kit (Promega, CIIIA) mo mpoToKOIy TPOU3BOAUTENSI.
15t mpoOOTIOATOTOBKY MCIIONB30BaIM peakTushl [llumina
TruSeq DNA Exome. CekBeHUpOBaHNE IMPOBEICHO Ha
mpudope [llumina NextSeq500 MeTomoM ITapHO-KOHIIEBO-
ro ureHms (2 X 75 1. 0.). CpemgHee MOKPHITHE TTOTHOTO 9K-
30Ma IMalMeHTa COCTaBUIIO X62,5, KOJIMIECTBO TAPTEeTHBIX
obacteit ¢ MOKpbITHEM >x10—-98,25 %. O6paboTKa JTaHHBIX
CEKBEHMPOBAHWSI IPOBEACHA C UCTIOJIb30BAHNEM aBTOMA-
TU3UPOBAHHOTO AJITOPUTMA, BKITIOYAIOIIETO BEIpABHUBAHUE
MPOUYTEHUIT Ha pepepeHCHYIO TOCIeN0BaTeTbHOCTh TEHO-
Ma yenoBeka (hgl9), mocTnpolieccuHT BIpaBHUBAHUS,
BBISIBJIEHNE BAPMAHTOB U (DMIIBTPAIIMIO BAPUAHTOB T10 Ka-
4ecTBY. BbIsiBIIeHHBIE y 0OTBHOTO BAPUAHTHI HYKJIEOTHUTHOM
MOCJeI0BATEIbHOCTY BepU(UIIMPOBAHBI C UCTIOIH30Ba-
HUEM MeToJa MPSMOTO ceKBeHUpoBaHUs 1Mo CaHTepy
Ha mpuoope ABI3130 Genetic Analyser.

Ponutensamu pedbeHka ObLIM MpeaCTaBIEHbl JaHHbIE
MPT ronosHoro mo3ra, mpoBeneHHo# Ha armapare GE 3T
Discovery 750.

Ot ponuTesneit GOJILHOTO MOIYYEeHO MUChbMEHHOE CO-
[Jlacue Ha MpOBeIeHUE UCCeI0BaHUs, 00padOTKY 1 Mpea-
CTaBJIEHUE TIOJYYEHHBIX JAaHHBIX.

KnuHuuyeckumn cnyyan

IIpo6and — manvuuk 7 aem, podumenu Komopoeo o6pa-
MUAUCD € HCAN00aMU HA 3A0ePIUCKY PUUYECK020 PA38UMUsL,
HapyuwieHue KoopouHayuu 08ucenull, yacmole nadeuus
npu xo0bbe, sbipaicenHoe Opodcanue 20408bl U PyK, mpyo-
HOCMb 3aKPblBAHUSI PMA, NOBbIUIEHHOE CAOHOMeYeHUe, Hapy-
weHue peyu.

Pebenok om 1-it bepemennocmu, om 1-x cpoutbix podos.
Poouacs c maccoit meaa 3700 e, daunoii meaa 53 cm, oueHKa
no wkane Aneap — 8/9 6annos, evinucan Ha 3-u cymu mncu3-
Hu. Ommeuanacs 3adepicka memnos paHHe20 MOMOPHO20
U HCUXOpeUe8oe0 pPA38UMUs: CAMOCMOAMENbHO CAOUACS
¢ 11 mec, 6ecmasan y onoput ¢ 1 200a 6 mec, xodun be3 noddep-
JHcKu ¢ wupokoil 6azoii onopwut ¢ 3 aem 9 mec. Ommeuanuce
yacmote nadenus. C éo3pacma 1 200 eosopunr omoenvHble
cn08a, ppaszosas peub chopmuposanacy K 4-remuemy ospa-
cmy, o0Hako ommeuanacs duzapmpusi. C 2 rem 6 mec Habaro-
daacs ¢ nodo3penuem Ha OemMCKUil UepeOpanbublil napaiuy.
C 6 nem 603HUK peepecc nPpUOOPemMeHHbIX HABbIKOG, PeOeHOK
nepecman camocmosmenbHo Xo0ums, HapywuI0Ch 08UNCeHUe
HUDICHeL] ealoCmU, 8 C8:3U € YeM Hapocaa Ou3apmpusi Na0Mb
do omcymcmaust 603MOICHOCMU npousHeceHus 38yko8. Ilocae
8bINAOCHUsL MOAOUHBIX 3008 00420€ 8peMsl He NOSBAAIOMCS
nocmosiHHble KOpeHHble 3)0bl.

IIpu ocmompe pebenka: okpyscHocmov 204086 50 cm
(—1,710), macca meaa 17 ke (—2,750), pocm 112 cm (—2,420).
Toeopum omdenvHbie croga, peus duzapmpuuna. Caronome-
ueHue, 2NOMOYHBLIL U HeOHbll peghreKcol nOGblieHbl, UCHbI-
mbleaem mpyoHOCMU NPpU 3aKpbléanuu pma, ede. Yiviouue.
Obpauennyro peus nonumaem, npoce0bl goinoansem. llpu ne-

Puc. 1. Ilpo6and 7 aem ¢ POLR3A-accouyuuposanHoil eunomueaunu3upo-
6aHHoll neiikoducmpogpueil. Obpawjarom Ha cebsi BHUMAHUe WUpokas basza
0RnOPbL U NAOCKO-8AAb2YCHAS Dedhopmayusi cmon 6 noaoxcenuu cmos. Juye-
6ble (heHomunuueckue 0co6eHHOCIU OMCYMCMEYiom

Fig. 1. Proband 7 years old with POLR3A-associated hypomyelinated
leukodystrophy. It is noted wide support base and pes plano valgus. Peculiar
facial features are absent

8P0A02UMECKOM OCMOMPE BblsAGAEHbI NPUSHAKU CIAMUYECKOll
U QuHamueckoil Mo3dceukogoil amakcuu. Pebenok moscem
KPamkogpemMeHHo cmosimb 0e3 no00epicKu Ha WupoKo pac-
cmaenennbix Hoeax (puc. 1). B noze Pombepea — nadenue.
CamocmosamenvHo He xo0um. Mulueunblii monyc 8 Hoeax
He usmeHeH,  pykax cHuiceH. CyxodcunbHole peghaexcnl ¢ Hoe
0JICUBAEHbL, 03 NAMOA0UHEeCKUX CHONHbIX 3HAK08, C PYK —
CHUICeHbL, ommeuaemcs cumnmom OpulancKo2o 6 10Kmesom
cycmase. Ilhocko-eanveycnas degpopmayusn cmon. Tazoswie
@yukyuu koumpoaupyem. Haeviku camoodcayycusanus cgpop-
Muposansl yacmuyHo. Jusmopghuueckux uepm cmpoeHus Au-
4a He B8bls181EHO.

Pesysbmamor 1ab6opamopHbix aHAAU308 KPOBU U MOHU
obe3 ocobennocmeil. IIposedennvle yHKUUOHANbHBIE MEMOObL
uccaedosanus (anekmposHyegaroepaghus, sneKmpomuoepa-
us1) usmeneHuil He 8bIABUALU.

Maenumno-pe3onancnas momoepaghusi Mo3ea 8bINOAHEHA
deaxcobl 6 6o3pacme 2 nem 6 mec u 5. nrem. B ospacme 2 nem
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Puc. 2. Maenumno-pe30Hanchas momoepamma 20108H020 Mo3ea 601bH020 6 6o3pacme 2 aem (psd 1) u é so3pacme 5 nem (pad 2). [lpocaescusaiomes npu-
3HAKU HEPABHOMePHOU buramepanvroil Jugp@ysnoil 3adepicku mueaurnusayuu 6e1020 eujecmea NOAYUApUil 20108H020 M032a, CHBON0BbIX CIPYKMYP,
MO30AUCHO20 MeAa U MO3JiCceHKa, CHUMNCeHUs duggepenyuayuu Ha 6enoe u cepoe eeuiecmeso: a, 0, 0 — 6 pexcume T2, 6 — 6 pexcume T2 FLAIR; ¢ — 6 pexcu-
me T1 FLAIR

Fig. 2. Brain magnetic resonance imaging of a patient at the age of 2 years (row 1) and at the age of 5 years (row 2). There are signs of bilateral delay of

myelination of the white matter, brainstem, corpus callosum and cerebellum, a decrease in differentiation of white and gray matter: a, 6, 0 — T2 mode; 6 — T2

FLAIR mode; e — T1 FLAIR mode

6 mec 8bis161eHbL NPUSHAKU HEPABHOMEPHOU OUIamepanbHol
Jugghysnoil 3adeprcku mueaurHuzayuly 6en020 eeuecmsda no-
AYWApUll 20108H020 M0O32d, CIMBOA0BbIX CMPYKMYP, MO30-
AUCMO020 MeAa U MO3XCEHKA, CHUNCEHUS OugpepeHuuayuy Ha
benoe u cepoe seujecmeo (puc. 2). Ilpu nposedenuu MPT
20/108H020 M032a Hepe3 3 200a 8bis6AeHA OMPULAMENbHAS
Junamuka 6 sude HapacmMaHus 00sema nopaXiceHus NOOKop-
KOBbIX U CMB0A08bIX cmpyKmyp. Jns ymounenuss ouazno3a
NpoBedeHo NoAHOe CeKBEHUPOBAHUE IK30MA, 8 pe3yabmame
KOmMopoeo 00HapY’ceHbl paHee ONUCAHHbIE KAK NAMO2eHHbIe
8apUAHMbl HYKACOMUOHOU NOCAe008AMENbHOCTNU 8 2eHe
POLR3A (NM_007055.3) 6 eemepo3ucomuom COCMOSAHUU:
eapuanm 6 13-m unmpone c. 1771-7C>G (chr10:79769440G>C),
NPUBOOAWUI K HAPYWeHUIO catima CRAQUCUHed, U 6aPUAHM
8 14-m sx3one c. 1787C>T, npusodsawuii Kk 3ameHe amMuHO-
Kucaomot 8 596-it nosuyuu 6eaxa (p. Thr596Met). Baaudayus
BbIABACHHBIX 8APUAHMOB U CeePeeauUOHHbII AHAAU3 OCY-
wecmenetvl Memoodom npsmoeo cexgenuposanus no Caneepy
npobarndy u eeo podumenam. Pooumenu seasiomes eemepo-
3UCOMHBIMU HOCUMENAMU GbIAGACHHbIX 8APUAHMOE, COOMBE -
CMBEHHO UX MPAHC-NOA0NCEHUE YCTNAHOBACHO.

06cyxpeHue

[umoMueTMHEN3NPOBaHHAS JISHKOTUCTpOodusT 7-T0 TH-
Ma — OlHA M3 ayTOCOMHO-PEIECCUBHBIX (hOPM TPYIIITEI
HelipoaereHepaTBHbIX 3a00J1€BaHU I, BOBHMKAIOIIIMX B pe-
3yJIBTaTe HAPYILIEHMS TIPOIecca MUSTMHU3AIUY TOJIOBHOTO
Mosra [§8]. B otnuuue ot nelikoguctpoduit U3 TpymIibl
JIM30COMHBIX 00JIe3HEN HAKOTIJIEHH S, OOJILIIMHCTBO OeJI-
KOBBIX TIPOTYKTOB TEHOB, OTBETCTBEHHBIX 32 BOBHUKHOBE-
Hue [JI, obecrieunBaroT mpoiiecchl (POPMUPOBAHUS MHE-

JIMHA BO BHYTpUYTpoOHOM miepuone [6, 7]. BosHnKHOBeHME
IJI 7-ro Tuma obycnoBneHo mytauusiMu B reHe POLR3A,
OEJIKOBBII MPOLYKT KOTOPOTO SIBJISIETCS OMHOM U3 YETBIPEX
cyObemMHUIL ToNTMMepasbl 3-ro tuna [7, §]. Myranuu B re-
Hax, KOIUPYIOIIMX 3 APYTrE CYObeTUHULIBI 3TOTO (hepMeH-
ta: POLR3B, POLRIC, POLR3K, ipuBOIST K BOSHUKHO-
Berwmio [J1 8, 11 u 21-ro TUIIOB COOTBETCTBEHHO [3, 7].
BoisiBieH BbIpakKeHHBIN TTOIMMOPMOU3M KITMHUYECKUX
MPOSIBIIEHUI 3a00JIeBaHUIi, OOYCIOBJIEHHBIX MyTalUsIMU
BreHe POLR3A. Y GobIIMHCTBA OOMBHBIX BO3HUKAET KJIACc-
cuueckuii BapuaHT I'JI 7-ro TmMna, XxapakTepu3yIoLIMIACs Co-
YeTaHWeM 3a/IepKKH1 (PU3NUECKOTO pa3BUTHSI, MO3KEUKOBOI
aTaKCHW, CIIACTUKW, OJIMTOIOHTUH, TOHATOTPOITHOTO TUTIO-
TOHAIV3Ma U HAPYIIEHUSI MUEJTMHU3AIMY TOJIOBHOTO MO3Ta
no gaHHbIM MPT. IlepBble mpu3HaKu 3a00J€BaHUsI MOTYT
OTMEUaThCsl Ha |-M TOMy XXM3HU B BUIE 3a[ePKKU PAaHHETO
MOTOPHOTO Pa3BUTHSI WJIX B Bo3pacTe 3—4 JieT, KOraa BO3HMU-
KaeT perpecc MpruoOpeTeHHBIX TBUTATSIBHBIX HABBIKOB [3].
IlepBbIM MposiBIEHMEM 3a00J1€BaHUS B OOJIBIIMHCTBE CITy-
YaeB SIBJISIFOTCS pACCTPOMCTBA KOOPAWHALIMU OBUKECHUM.
V¥ 20 % GonbHBIX OTMEYaeTCs OrpaHUYEHUE B30pa BBEPX.
ITo mepe mporpeccupoBaHus 3a001€BaHUST PA3BUBAIOTCS
HapyllEeHVe NIOTaHUS, PACCTPOMCTBO IKCIIPECCUBHOM PEYU
¥ TIMpaMuIHAs cuMmiToMaTrka [3]. CpemHuii BO3pacT MHBa-
JIMIA3ALN BCIEACTBUE TIPOTPECCUPYIONIEH CTTaCTUYHOCTH
¥ MO3XEYKOBOM arakcuy OOJIbHBIX cocTasisier 16,1 rona.
AreHe3ust 3yOOB TIPOSIBIISIETCST TUTIOAOHTHE!H, OTCYTCTBAEM
oT 1 10 5 MOCTOSIHHBIX 3y0OB, WX OJTUTOAOHTUEN, OTCYTCT-
BreM 6 1 GoJjiee MOCTOSIHHBIX 3y00B [ 14]. Hapyiuenus dop-
MHUPOBaHUsI 3y00B 0TMe4aloTcst 6osee yeM y 80 % GOIbHBIX
[3]. ¥ mMHOrux GONBHBIX He (POPMUPYIOTCSI BTOPUIHBIC
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TTOJIOBBIC TIPU3HAKM, UTO SIBJISICTCST IIPOSIBIICHUEM TMIIOTOHA-
JIOTPOITHOTO TUITOTOHAIN3Ma. Y TTOJIOBUHBI OOJTEHBIX OTME-
YaeTcsl HAHW3M, OOYCIIOBJICHHBII HU3KUM YPOBHEM TOPMOHA
pocra [3]. [Tomumo kimaccnueckoro ¢peHorumna IJI ormcana
IIPOKast BaprabeTbHOCTh (PeHOTUITMICCKIX MPOSIBIICHUI
y allMeHTOB ¢ MyTalusiMu B reHe POLR3A — oT u3011po-
BaHHOTO CITACTMYECKOTO TTaparapesa 0e3 mpr3HaKoB Hapy-
IIEHUST MAEJTMHU3ALMY TOJIOBHOTO MO3Ta 10 HEOHATATLHOTO
IIPOTePOMIHOTO CHHApOoMa. Hammame KiMMHNIeCcKOoro MoIm-
Mopdr3Ma MOXET OBITh CICICTBHEM PA3IMIHOTO BIVSTHUS
OTIETbHBIX MyTalyii Ha (DYHKIIMIO OEJIKOBOTO IIPOMTYKTA Te-
Ha. [lokazaHo, 9TO y OOJIBHBIX ¢ MyTalMeH, TTPUBOISIICIH
K motepe pyHkumm 6enka (loss-of-function), Ha 1 anene
OTMEYAIOTCs paHHUIA Ie00T 3a00JIeBaHIS 1 00JIee BBIPasKeH-
HbIe KITMHU4YecKkue nposteineHus [10]. Hamune takoro Tnmna
MyTallii Ha 000MX aJUIeJISIX TIPUBOIUT K Pa3BUTHIO HEOHA-
TaJTBHOTO MPOTEPOMIHOIO CMHIApoMa Bumemana—PayreH-
mrpayxa [13].

B nureparype MMeIOTCS JUIb eIMHUIHBIC PaOOTHI,
MTOCBSIIIICHHBIC aHAIU3Y (DEHOTUITNICCKUX TIPOSIBJICHUIA.
Tak, M. Minnerop u coaBT. B 2017 1., MpoBeIsi CEKBEHUPO-
BaHWE TTOJIHOTO 3K30Ma B TPYIITe OOJIBHEBIX CO CITACTHIC-
CKOI Iaparuierveit u iepedesuIsipHOM aTakcueld, y KOTOPhIX
He ObLJI1a BBISIBJICHA STHOJIOTHSI 3a00I1eBaHNS, TIOKA3aJIH, YTO
0K0J10 3 % cityyaeB 00yC/IOBJIEHO OMalIeIbHbBIMUA MyTaLIM-
samu B reHe POLR3A [11]. Y 6onee yuem 80 % oTmx mmanueH-
TOB 0OHapykeHa MyTals ¢.1909+22G>A B 14-M MHTpOHE
reHa. DTOT BapHaHT B TETEPO3UTOTHOM COCTOSTHUM B COUE-
TaHWW C MyTallyel, IIPUBOMISILEH K TToTepe (hyHKIIMI OelKa,
00HapyXeH Y OOTBHBIX C IEOI0TOM B ITOIPOCTKOBOM U IOHO-
IIIECKOM BO3pAacTe ¢ COUYeTaHWEM CITACTUICCKON aTaKCHH,
TpeMopa, PaCCTPOCTB IyBCTBUTEIIBHOCTH Y OJINTOIOHTUN
B pe3yJibTaTe Tsekesnoro octeonopo3sa [11]. Hannmuue gannoi
MyTaIlid B TOMO3UTOTHOM COCTOSTHMH TIPUBOIMIIO K pa3BH-
THIO IPYroro (peHOTHUIIa — aTaAKCUM-aKCOHAJIBLHOI Helpo-
IMaTUX B COYETAHUM C WHTECJUICKTYaJbHBIM Ie(UILIMTOM,
bopMUPYIOIITMMCSI TI0 Mepe IIPOrPeCcCUPOBaHUS 3a001eBa-
HUSI BO B3POCJIOM BO3pacTe. Y BCeX MALMEHTOB ¢ HAIMIEM
3TOr0 MHTPOHHOTO BapraHTa He ObLIO BHISIBJICHO 3HAYNMOM
TUTTOMUEIMHU3AINY CTPYKTYP TOJIOBHOTO MO3Ta, OTMEJal-
CS1 JIUIITh TUTIEPUHTEHCHUBHBIN CUTHAJI BIOJIb BEPXHIX HOKEK
MO3XKeuKa OT 3y0uarToro siapa a0 cpeaHero moara [11].

Ha cerogusamnuii nedp B rene POLR3A omucaHo
126 0mHOHYKJICOTUIHBIX 3aMeH, 13 KOTOPbIX 106 SIBIISIIOT-
Csl MICCEHC- M HOHCEHC-BapruaHTaMM 1 20 — BIMSIOIINMU
Ha crutaiicuHr. Takke onucaHo 17 meneuunii 1 MHCEpLU
¢ 3axBaToM MeHee 10 map HyKJIEOTUIOB U 3 KpYITHBIC Je-
JIELIMU C 3aXBaTOM HECKOJBbKUX 3K30HOB reHa POLR3A
(https://my.qiagendigitalinsights.com/bbp/view/hgmd/pro/
search_gene.php).

Y Habm0gaeMOro HaMy MallieHTa BBISIBJICHBI 2 Bapy-
aHTa HYKJIEOTHIHOM nocieaoBaTeIbHOCTH B TeHe POLR3A
(NM_007055.3): ¢.1771-7C>G (chr10:79769440G>C)
u c.1787C>T (p. Thr596Met) B KOMIayHA-TeTEPO3UTOTHOM
cocrostHUH. O0e 3TU MyTall¥ OITMCAHBI paHEee B TOMO3H -
TOTHOM HJHM KOMITAYHI-T€TEPO3UTOTHOM COCTOSIHUU

¢ apyrumu MyTanusMu. [TokazaHo, 9TO Y HaIlMeHTOB C My-
tauueii ¢.1771-7C>G B 13-Mm nHTpoHe reHa POLR3A B ro-
MO3UTOTHOM COCTOSTHMM 0OJIE3HB IeOIOTUPYET B paHHEM
IETCKOM BO3pacTe C ITOSBICHMS MO3KEUYKOBOI aTaKCHH,
COITPOBOXKIAOIIEIICS HapyIIEeHNEM CaKKaTUIeCKOTO IBH -
JKEHUS TJ1a3, AU3apTPUU 1 Jucdarui, K KOTOPBIM 10 Mepe
TIPOTPEeCCUPOBAHMS 3a00JIEBaHMST IIPHCOCTIMHSIIOTCS 9KC-
TparMpaMyIHBIC HAPYIICHUS B BUIE TUTIOKWMHE3NW U T -
crouun [11]. UccnenoBanus, nposeneHHble B 2020 T.
1. Harting u coasnrt., T. Hiraide u coaBT., moka3sanu, 4To
y GOIBbHBIX ¢ MyTanueit ¢.1771-7C>G B roMo- WK TeTe-
PO3UTOTHOM COCTOSTHMU TaKKe PEIKO BBISIBIISIIOTCS IIPH-
3HAKM ITOPaKEHMST OSJIOTO BEIIeCTBa roJIOBHOTO MO3Ta ITpH
Busyasmsanuu [15, 16], oqHaKO y HUX MOXET OOHapyXKu-
BaTbCsI U30JIMPOBaHHAS aTPOGHsI XBOCTATOTO SiIpa U CKOP-
nymiel. [1pu mpoBeneHNN (DyHKIIMOHATHLHOTO aHAJI3a 3TOM
MYTAaIM1 TI0OKa3aHO, YTO OHA BJIMSICT HA CTUTAMCHHT U TIPH-
BOIMT K 00pa3oBaHUIO 2 abeppaHTHBIX TPAHCKPUIITOB:
OIWH TPAHCKPUINT C IEJICTUPOBAHHBIM 14-M 3K30HOM
CO CIBUTOM paMKW CUYNTHIBAHUS I BOSHUKHOBEHUEM ITIpe-
XKIEBPEMEHHOTO TEPMUHUPYIOLIEero KomoHa p. PS91Mfs*9,
a BTOpoi — ¢ geserueit 13—14-1o 3K30HOB U TToTepein 548—
637-ro aMMHOKMCIOTHBIX ocTaTtkoB [11]. Bropoit BapmaHT
HYKJICOTUIHON mochemoBaTeapHOCTH €.1787C>T (p.
Thr596Met), oOHapyXeHHBII y Halllero mauueHTa, ObLI
OITCaH paHee y OTHOIO OOJIFHOIO B KOMITAyHI-TeTEPO3H-
TOTHOM COCTOSIHMM ¢ BapuaHToM c.1909+22G>A [17].
Knuanyeckue mposiBieHNs BOZHUKIIN B Bo3pacTe 18 et
¥ XapaKTepU30BAIICHh HEPE3KO BEIPAXKECHHOM IMMPAMHUITHOMN
CHMIITOMATUKOM B HOTaX M MPU3HAKAMU MO3KCYKOBOM
aTakcHM 0e3 HuCTarMa v Tu3apTpui. YMEpPeHHO BBIpaKeH-
HBbIe KIIMHUYECKME TTPOSIBJICHNST 3a00JIeBaHUS Y TTAIIEHTA
CBUIETECIIECTBOBAIA O MEHBIIIEM ITATOT¢HHOM BIIMSTHUM JTaH-
HOM MyTalMM Ha (PYHKIIMIO OeJIKOBOro npoaykra [17].
Takum oOpa3oM, y HabIIOAAEMOTO HAMHU TMaLlMEHTA
BBISIBJICHO 2 MYyTallM B KOMIIAyHA-TETEPO3UTOTHOM CO-
CTOSTHUM, KaXXIast M3 KOTOPHIX ObLIa OIMKMCaHa paHee KaK
TaToreHHas y MAaIlMeHTOB ¢ BapradeIbHBIMU KIIMHIYECKH -
MU TIPOSIBJCHUSIMU HEMpoieTeHEpaTUBHbIX 3a00J1€BaHUIA.
OCcoOEeHHOCTAMH KIMHUYECKUX MPOSIBJICHUI Y HAIIIeTO
nalreHTa ObBLUIN TOSIBIICHUE TIEPBBIX CUMIITOMOB Ha 1-M
TOAy XXW3HH, IpeodjanaHne B KTMHIYECKOM KapTHUHE MO3-
JKE€YKOBOM CIMITTOMATHKY, HApYIIICHNE IBIDKCHIST HIDKHE
YEITIOCTH, TIPUBOJISIIEE K YCWIICHUIO TU3apTPHH, 3aIePXKKa
(opMHUpPOBaHUS MOCTOSTHHBIX 3yOOB M HU3KOPOCIOCTD.
BrissBieHHBIC TIpU3HAKY YKA3bIBAIOT HAa TeUCHUE 00JIe3HU
CpemHel TSKEeCTH, 9TO CBI3aHO ¢ pa3HBIM 3(deKToM 00-
HapyXeHHbIX y TpobaHaa myTauuii. B cuy Bo3pacra mpo-
0aHIa MBI He MOTJIH ITOATBEPANTD WM UCKITIOUNTD HATMILC
Yy HEro TMIIOTOHAIOTPOITHOTO TMITIOroOHaaM3Ma. B memom
KIIMHWYECKast KapTUHA, HabIogaeMas y mpobaHaa, Oblia
MeHee TsDKeJIoi, 4eM y O0IbHBIX ¢ MyTanueii ¢.1771-7C>G
B TOMO3UTOTHOM COCTOSIHHH, YTO IIPOSIBIISIETCSI OTCYT-
CTBUEM IJIA30ABUTATEIIBHBIX U 3KCTPAITMPaMUIHBIX HAPY-
IIeHW, OMHAKO 3HAYMTEIFHO 00Jice BBRIpAXKCHHOM, YeM
y naureHToB ¢ Mmytanusamu ¢.1787C>T u ¢.1909+22G>A
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B KOMITIayHII-TeTePO3UTOTHOM cocTossHuU. Kpome Toro,
y HaOTI0maeMOro HaMH TTallieHTa OOHAPYKEeHBI JIUIITH He-
PEe3KO BhIpaXKeHHBIC MPU3HAKA MUCIMHU3AINY C He3Ha-
YUTETbHOI OTPHUIIATEIbHOM TMHAMUKOM 3a 3 To/a 1o JaH-
HbIM MPT ronaosHoro Mo3sra.

Takum o6pazoM, HEOOXOAMMO YUUTHIBATh, UTO Y 00JIb-
HBIX ¢ MyTaumsiMu B reHe POLR3A MoxXeT (popMUpoBaThCs
IIUPOKUIA CITIEKTP HEBPOJOTMUECKUX CUMITTOMOB, a THIIO-
MUETMHU3AMS Tpu ipoBeaeHu MPT romoBHoOro Mmo3ra
MOXET OTCYTCTBOBATh MJM OBITH BBIpaXkeHa HEPE3KO.
ITpu 3TOM MOTYT OTMEYAThCS TPU3HAKK TTOpaXKeHMST Oa-
3aJIPHBIX TAaHIIMEB. Tak, y Ha0II0MaeMOro HaMM ITallieHTa
00HapyKeHEHI JINIITh HEPE3KO BRIpaXkeHHBIC TTPU3HAKH He-
PaBHOMEPHOTO HapyIIeHWsI MUETMHU3AINN 0€JI0TO Bellle-
CTBa TTOJIyIIApHii TOJIOBHOTO MO3Ta, CTBOJIOBBIX CTPYKTYD,
MO30JIMCTOTO TeJla U MO3XKeUKa M CHIDKeHUS T depeH-
ALY Ha 0eJloe M cepoe BEIIeCTBO ¢ HE3HAUNTEIIbHOM
OTpHUILIATEILHOM IMHAMUKOM 3a 3 roma.

3akntoyeHue

POLR3A-accounmpoBaHHbIe 3a001eBaHNS TIPEICTAB-
JISIIOT OO0 TPYIITY KIIMHUYECKN ITOJIMMOPMHBIX COCTOSI-
HUIA, TEOIOTUPYIOLINX C PAHHETO JETCKOTO 10 B3POCJIOTO
Bospacrta. KiimHnueckne mposiBJIeHHS y IMALMEHTOB C pa3-
JIMYHBIMU TUTIAMA W JIOKAJIM3aIel MyTalllii MOTYT Xa-
PaKTEPU30BATHCS N30JMPOBAHHON CITACTUYECKOM aTaKCHeE
IV COYETAIOLIEICS C OJIMTOMOHTUEN Y TUITOTOHAIOTPOII-
HBIM TMITOTOHAIM3MOM, U30IMPOBAHHOM MJIN OCJTOXHEH-
HOM CITACTUYECKOM Maparierueii, a Takxke co4eTaHueM
aTaKCUU C 9KCTpanpaMUuIHbIMI cuMITToMamu. ITokazaHo
CYIIIECTBOBaHME BapbUPYIOIIETO BO3pacTa MaHUdeCTann
3a00J1€BaHNs, a TAKXKE TMHAMUKYA (POPMUPOBAHUST KJIMHU-
yecKoro (peHoTHIa 1o Mepe pocTa mamnuenTa. [Ipencras-
JIEHHOE€ HaMU HaOJIIONeHNE TEMOHCTPHUPYET CIIOXKHOCTD
JIMarHOCTUKM OOJIE3HM B IETCKOM BO3pacTe, B OTCYTCTBUE
criendpruyecKoro Habopa KJIMHUYECKUX CUMITTOMOB U Xa-
paKTEPHBIX IIPU3HAKOB ITPY BU3YAIN3aLlMA MO3Ta.
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OnosceiBalowWMi repnec ABAAETCA NPOABJEHUEM PeaKTUBaLMUM MHDEKLMN NoCNe NnepeHeceHHo BeTpaHOM ocnbl. OgHUM
13 BapuaHTOB NPOABEHNI ONOACHIBAIOLLErO reprneca ABnseTcs cuHapom Pamces XaHTa, KOTOpbIA pa3BuBaeTcs npu no-
paxeHuu ranmus VII napbl yepenHbix HepBoB. [JnarHocTka cuHgpoma Pamces XaHTa 4acTo OCHOBbIBAETCA Ha COYETaHNUK
CbiNW B 0611aCTM HAPYXHOTO yXa U NepudepuyecKoro napesa MMMMYECKUX Mbllwl. B cTaTbe NnpuBOAUTCS onucaHue pep-
KOro KNMHMYECKOro ciyyas cuHapoma Pamces XaHTa y pebeHka 6€3 KIMHWUYECKMX NPU3HAKOB MMMyHOZehULMTa, C pas-
BUTUEM O[JHOCTOPOHHErO Napaanya MUMUYECKON MYCKYNaTypbl M BOCMANUTENbHBIMW U3MEHEHUAMM B LLEpPe6POCNNHANBHON
xuakoctu. MpoBoaunach coyetaHHas Tepanus aLUKNOBMPOM C BbICOKUMU [O3aMWU METUANPEAHU30/I0HA, C XOPOLWNM
KnuMHUyeckum 3hcekTomM. BnepBble BbisBNEHbI OTKIOHEHNA B UMMYHHOM CTaTyce (CHUXEHHas KOHLEHTpaLus MapKepoB
HauHbIx T-numdouutos (TREC)), KoTopble MOrN ObITb CBA3aHbI C Pa3BUTUEM OMOSACHIBAIOLErO repreca y pebeHka.
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Ramsey Hunt syndrome in the child: case report and treatment approach
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Herpes zoster is a manifestation of the reactivation of an infection after chickenpox. One of the manifestations of her-
pes zoster is Ramsey Hunt syndrome, which develops when the ganglion of the VII pair of cranial nerves is involved
in process. Diagnosis of Ramsey Hunt syndrome is often based on a combination of a rash in the outer ear and periphe-
ral paresis of the facial muscles. The article describes a rare clinical case of herpes zoster in a child without clinical
signs of immunodeficiency, with the development of unilateral paralysis of the facial muscles, pleocytosis in the cere-
brospinal fluid. Therapy was performed with a combination of acyclovir and high doses of methylprednisolone with
a good clinical effect. It is first mentioning of deviations in the immune status (decreased concentration of the number
of markers of naive T-lymphocytes (TREC)) were revealed, which could be associated with the development of herpes
zoster in a child.

Key words: infants, herpes zoster, varicella zoster virus, Ramsey Hunt syndrome, facial nerve palsy
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Bupyc Varicella zoster (VZV) pacripocTpaHeH MOBCe-
MECTHO U SIBJIICTCS] OMHUM U3 HanboJIee BBICOKOKOHTATH -
O3HBIX BO30ynuTesell MHGEKIIMOHHBIX 00JIe3HEN Y YeI0-
Beka. IlepBoiit KOHTAKT ¢ VZV y OOJbIIMHCTBA JIOAeH
IIPUBOINT K PA3BUTUIO BETPSTHOM OCITBI, IIPOSBIISIONICICS
JUXOPAAKOM M HapacTalollel BE3UKYJIEC3HOW ChINbIO
1 B OOJIBIIMHCTBE CIy9aeB 3aKaHIMBAIOIICHCSI BRI3IOPOB-
JeHreM B TedeHue 2—3 Hen. Hamnbonee yacto BcTpevaro-
IIecsT HEBPOJIOTMYECKIE OCIOXKHEHHST BO3HUKAIOT BO Bpe-
MsI OCTPOIi (ha3bl 00JIe3HN TUOO B TeUCHME TIEPBEIX 3 HEll
ITocJie Hee W MpeCcTaBIeHbI MO3XKEUYKOBOI aTaKCUE, Me-
HUHTUTAMH, IiepeOeTMTaMy, MACJIUTAMH U TTIOJTUHEHPO-
natugmu [1, 2]. [TopaxkeHusI HEpBHOI CUCTEMBI CBSI3aHBI
KakK ¢ TIPSMBIM MOBPEXIAIOIINM IeHCTBUEM BUpYyca, TaK
M CO CIICACTBHEM ITOPaXXeHUSI COCYIOB, B TOM YHCIIE vasa
vasorum v vasa nervorum [3]. Ilocne ocTpoit nHpeKIUN
BBIPA0ATHIBACTCSI UMMYHUTET, TIPA 3TOM BHPYC COXpaHSI-
€TCS B OpraHu3Me, TIePCUCTUPYS B HEPBHBIX TAHTIINSX [4].
PeakTuBariyist Bupyca Jaiie BO3HUKAET Y B3POCIIBIX I MOXKET
OBITh BBI3BAHA MHOXKECTBOM IIPUIMH, CPEIU KOTOPBIX TSI~
XKeJble MH(EKIMOHHBIE WM COMaTUIeCKHe 3a00JIeBaHN,
MMMYHOCYIIPECCHUBHOE COCTOSTHIE, TICPEOXJIAKICHIE, T -
TeNbHBIN cTpecc [5]. PazBuBaercst KIIMHUYeCKasl KapTUHA
onosiceiBatoero reprreca (OI') — mopaxeHne KOXU B TIpe-
JejlaX IepMaToMa C TOSIBICHUEM TUITMIHBIX BE3UKYI, KO-
TOPBIM TPEAIIESCTBYIOT YYBCTBUTEIIbHBIC HApYyIICHUS.
B nponiecc moryT BoBitekarbest KpanuanbHbie (V, VI, VIII
mapsl) 1 TepudeprdecKre HePBhI TYJIOBHINA M KOHEUHO-
creit. HeBput muiieBoro HepBa, BEI3BaHHBIN BOCTIAJICHUEM
KOJICHYATOTO TAaHTJINS ¥ COITPOBOXKIAIOLIIICS BE3UKYIIC3-
HBIMH BBICBIIAHUSIMHM B HApY>KHOM CIIYXOBOM IIPOXOIIE
W YITHON pakoBUHE («yIITHAasE hopMa», WK herpes zoster
oticus), pOTOBOI moyiocTH, ObLT ormmcaH James Ramsay
Hunt B 1907 . [6]. I1o naHHBIM psiaa aBTOPOB, PeaKTHUBALIST
BHpYyca BO3MOXHA HE TOJBKO B KOJEHYATOM TaHTJIUM,
HO U B CITMPAJIbHOM, BECTUOYIIpHOM [7—9], 4TO 00yCII0B-
JIMBAaeT HEMPOCEHCOPHYIO TYTOYXOCTh M BECTUOYIISIPHBIC
HapyLIeHUs1 Y HEKOTOPBIX MauueHTOB. I3MeHeHus Ha
aymrorpaMme TIpy 3TOM XapaKTEePHBI He IS BCeX MallieH-
toB [10, 11]. B HacTosIIMii MOMEHT HanboJIee aKTyaTbHBIM
BOITPOCOM, Kacarommmcs cuHapoma Pamcest XaHTa, sIBIIs-
eTcs pa3paboTKa JeueOHO-TMarHOCTUIECKOTO aJlTOPUTMA.
Tpynnbl 6GOABHBIX JJISI TAKOTO MCCJENOBAHUS HTOJXKHBI
BKJTIOYATH BCEX MAIIMEHTOB C HEepomaTheil/ HEBPUTOM JIM-
LIEBOTO HEPBa, TaK Kak, 10 JaHHBIM eIMHCTBEHHOTO IIPO-
CIIEKTUBHOIO UccienoBaHus, B 14 % ciydaeB BbICHIIAHMS
MTOSIBIJIMCH TOJIBKO TTOCIIe HapyIIeHUs (PYHKIIUH JTULIEBO-
ro Hepna [12]. Y HEeKOTOPHIX MALIMEHTOB C HEBPUTOM JIN-
IIEBOTO HepBa 0e3 CHIIM OBLJIO 0OHAPYXKEHO 4-KpaTHOE
MTOBBIIIICHWE YPOBHS aHTUTEN K VZV IIpH HcClief0BaHNT
METOIOM MapHBIX CHIBOPOTOK. [Ipy oTCyTCTBUM ameKBaT-
HOM Tepanuu, BKJIIOYaoLIEer STMOTPOMHYIO0, 3a00JieBaHUE
CKJIOHHO K 3aTSKHOMY TEYSHUIO € IUTUTEIBHBIM HEBPOJIO-
rmdeckuM neduumroM [13, 14]. T1pu aToMm Tepanus y aeTeit
He UMeeT OOIISTIPUHSITOTO aJlrTopuT™Ma. B HeMHOroumcieH-
HBIX MyOJIUKAIIASIX KIMHAISCKHX CIIy4acB aBTOPHI HCTIOJb-

3yI0T TEPANUIO allMKJIOBUPOM, KOPTUKOCTEPOUAAMU WIN
nx KoMonHauuu [2, 14—16].

Pazsutne OI' ¢ HEBPOJIOTHYESCKUMHU MPOSIBICHUSIMU
B IETCKOM BO3pacTe BCTpevyaeTcst KpaitHe penko [2, 14, 17],
TIPY 3TOM MCCJICIOBAHMS TTOKA3aJIH, YTO 3200 IeBaHIE MO-
KeT MaHU(peCTUPOBaTh y AeTeil 2 aeT 1 Moyoxe [15, 17],
a HUIMIMe MMMYHOACMUIIMTHBIX COCTOSTHUN He 00s3a-
TesibHO. [1prBoaMM COOCTBEHHOE KIIMHUYECKOE HAOTIoNeH e
pebeHKa ¢ TsKelioi popmoii cuHapomMa Pamces XaHTa.

KnuHuyeckunin cnyvai

Tlayuenmra 10.1em nocmynuaa 8 Haw cMayUoHap 8 utoHe
2018 e. ¢ acanrobamu Ha 6046 8 NPABOM YXe, ACUMMEMPUIO
AUYa, cyxocms nPagoeo 21asa.

U3 anamuesa ycusznu ymourero, umo desouka om 1-ii be-
PEeMEHHOCMU, CDOYHbIX P0008, paHHee pa3gumue 6e3 0cobeH-
HOcmeil, neperecia anneHodKMoMUI0 U COMPSICEeHUe 20108HO20
moszea ¢ 2013 e. Bakyunuposana coenacHo HaAuUOHAALHOMY
Kanenoapio, om aempsHnoii ocnul He npueuma. Bempsnyro ocny
nepenecaa ¢ 2012 e. (8 4 eoda), 3a604e6anue npomexano
6 munuunoil gopme. Ilpuznaku ocmpoeo pecnupamopHozo
3ab0n1e6anus, (haKmol NEPeOXAaANCOeHUs UL MANCENbIX 3A00-
Aeeanull 3a 3 Hed 00 nocmynaeHus He OMMe4aiucs.

Anamnes 3ab0neéanus: 3a6onena 3a 5 OHeil 0o nocmyn.e-
HUS 8 CMALUOHAD, C NOBbLUIEHUS MeMNepamypsl meaa 8 mete-
Hue I cym, obweil caabocmu, 6oau 6 npasom yxe. Iloayyana
YyuHble kanau, 6e3 sgpgpexma. Ha caedyrowuii denv ommeua-
AUCH MOWHOMA, peoma, pooumenu 3amMemuiU GblPaNCEHHYIO
acummempuio auya, pebeHok Obla 20CHUMAAU3UPOBAH.

IIpu nocmynaenuu cocmosinue cpedneii msiycecmu, cyo-
hebpunvras auxopaoka. 1onoenyro 6046 ompuyaem. Ha kooice
npasoll YUIHOU PaKoBUHbL U HAPYICHO0 CAYX08020 NPOX00a
e0UHUYHble 8e3UKYNbI HA 2UNEPEMUPOBAHHOM U OME1HOM o~
He, yacmb u3 Hux nod xopoukamu (puc. 1). Ilpu ocmompe
HOCON0MKU IHAHMEMbL HeM, PecUOHAPHbIe AUMPbamuveckue
V316l He YeauteHsl, U3MEeHeHUIl CO CIOPOHbL ObIXaMeabHOll,
cepoeuHo-cocyoucmoll U nUue8apumensHoll cucmem Hem.
Hesponoeuueckuii cmamyc: 00uemMo3208blX U MEHUHEANbHBIX
3Haxo6 Hem. Co cOpoHbL YepenHbiX HepPBos: 8 NOKoe AecKas
acummempus 2na3usix wenetl D>S, npu deusxcenuu — acum-
Mempust 3a cuem CHUMNCEHUs. 006eMa AKMUBHBIX 08UNCEHUI
8 NPagoil NoA0BUHe AUYA (CAANCeHHOCMb CKAA00K 10a, om-
cymcemeue 08udicenull 6po6u, HAXMYPUBAHUS CRUHKU HOCA,
CeNANCEHHOCMb NPABOLU HOCO2YOHOIU cKAAdKU, 1a20(mansm
cnpasa 4 mm). Cosokynnas oyenka no wkane House—Brack-
mann — V cmenens (cm. puc. 1). Hapywenus éxycogoii uys-
cmeumenvhocmu Hem. Cyxocmo 60 pmy He ommeuaem. Cayx
He nHapywen. Hucmaema nem. JleueamenvHo-pearexmopnas
cghepa 8 KOHeUHOCMAX U MYA0UL4e He U3MeHeHa. Amakcul,
mpemopa KoneuHOCmel Hem, KOOpOUHAMOopHble Npodbl Gbl-
noausiem yoogaemeopumensho. Ilpu ocmompe omoaaputeo-
1024 U3MeHeHULl o CMOpOHbl 6apabaHHbIX NEPeNnOHOK Hem.

IIpu pymunnom aabopamopHom 00c1e008aHUYU 3HAYUMBIX
OMKAOHEHUIl He BbISIBAEHO: 8 AHAAU3E KPOBU YPOBEHb NeliK0-
YUumoe Obin HOPMAAbHBIM, AEUKOUUMApHAas opmyna He u3-
MeHeHa; 8 OUOXUMUYECKOM aHaau3e Kposu HOPMANbHble
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nokazamenu ypoeHs 6eaka Kposu, KpeamuHuHa, Mo4eauHbl,
neuerouHwvix ghepmenmos u C-peaxkmusroeo b6eaxa. Hccaedo-
8aHUs HA 8UPYC UMMYHOOeuyuma wenosexa, cuguauc, eu-
PYCHble cenamumbl — ompuyamensisie. Oduuil ypoees camma-
2100yAUH08, a maKdice yposHu ummynozrooyaunos A, M, G
OblaU 8 npedenax 03pAaAcmHOl HOPMbL.

[Iposedeno uccaedosarue yepeGpOCNUHANBHOLL HCUOKOCHU
(LIC2K) (14-ii Oenb om Hauana HegpooeUHeCKOU CUMRIMOMA-
muKu), evisigaeH aumpoyumapHsiii naeoyumos (39 ka/mra,
99 % aumepoyumos) ¢ HOpMAAbHBIM cOdeprucanuem beaka,
2110K03bL, AaKmama u xi0pudos. bakmepuonoeuueckoe u bak-
mepuocKonu4eckoe Uccaedo8anus ¢ OMpUuyamenbHoiM pesynb-
mamom.

IIpu ummyrnoxumuueckom uccaedogaruu kposu u LICK
8bl5161€Hbl MAPKepbl peaKkmusayuy UH@eKyul, 8bl36aHHOI
VZV, 6 mom uucae 6 unHmpamexasbHoM NpOCMpaHcmee
(maba. 1). Hcecnedoganue LIC2K memodom noaumepasnoil

YenHoll peaKuyuu Ha YUmome2aros8upyc, 8upyc Inumeiina—
bBapp, eupyc npocmoeo eepneca 1-co, 2-e0 muna, eupyc
eepneca 4enoseka 6-2o muna He 8biABUNO HAAUMUS IMUX
aHmueeHo8.

Manughecmayus cunopoma Pamces Xauma y pebenka
dukmosana Heobxo0umMocms Uccae008aHUS HA nNpedMem nep-
BUUHO20 KAeMO4H020 UMMYHOOeuyuma. Hccaedosanue ko-
auuecmea mapkepos naustovlx T- (TREC) u B- (KREC) aum-
goyumos 6 nepugepuneckoii kKposu nayueHmMkKu 0bvLA0
npogedeno onucarnvim panee cnocooom [18]. B pesyromamax
uccnedosanus 06pauano Ha cebs BHUMaHUe CHUMICeHUe KOH-
yeumpauuu TREC; konuyenmpauyus KREC 6bi1a 6 npedenrax
603pacmuoil Hopmot (maoa. 2). Caedyrouum uazom 00ax*CHO
06110 ObiMb UCCAe008aHUe CYONONYASUUOHHORO COCABA AUM-
gouumos memodom npomounoil yumogayopumempuu, Ho
6cnedcmaue PUHAHCOBBIX U Pe2yAsIMOPHBIX 02PAHUYEHU UC-
caedosatue He ObLI0 NPOGEOEHO.

Puc. 1. llayuenmxa, 10 aem, ¢ cunopom Pamces Xanma npu nocmynaenuu. Ilapes mumuueckoii myckyramypol cnpaga, aaeogpmanvm (no wkanre House—
Brackmann — V cmenens). Tunepemus u 6e3uKynst yuwiHoU paKogutbl U HAPYICHOR0 CAYX08020 NPOX00a NPABoo yxXa

Fig. 1. Patient 10 y. o. with Ramsey Hunt syndrome on admission. Right facial nerve palsy, lagophthalm (House—Brackman scale grade V). Hyperemia
and vesicles of the auricle and external auditory canal of the right ear

Tadmma 1. AmmyHnoxumuueckoe uccaedosanue Kposu u yepedpocnuHanbHoil scuokocmu Ha 17-ii u 39-ii denv bone3nu
Table 1. Immunochemical study of blood and cerebrospinal fluid on the 17" and 39" days from the onset

Herpes simplex virus Varicella Zoster virus
Study material Day from onset
Y IgMI+1I IgGI/1I IgM IgG
Lep f{?}; (T)]fHHHam’Haﬂ 17 OTpuliaTeIbHO OTpulaTeIbHO TTomoxuTenbHO [MomoxuTensHO
Ca s Negative Negative Negative Negative
17 OTpulaTeIbHO [MonoxurenbHoO [MonoxurenbHoO IMonoxurenbHoO
Kposb Negative Negative Negative Negative
Blood
39 HenoctynHo HenoctynHo TTonoxutenbHO [MonoxutenbHo
Not available Not available Negative Negative
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Tadmuua 2. Koauuecmeo mapkepog nausHoix T-(TREC) u B-(KREC)
AUMPOYUMO8 8 nepugepuyeckoll Kposu

Table 2. The number of markers of naive T-(TREC) and B-(KREC)
lymphocytes in the peripheral blood

Reference value

TREC
KREC

9,46 x 102
2,83 x 10°

7,3 x 103-7,9 x 10*
1,0 x 10°—1,0 x 10?

bbira npogedena MazHUMHO-PE30HAHCHAs MOMO2papus
20/108H020 M032a, He BbIsIGUBULASI U3MEHEHUL] Gelyecmaa, om-
CYymMCcmeo8anu UsMeHeHus 68 NPoeKuul npagozo CAyxo60eo,
MPOUHUYHO20 U 1ULe8020 Hepaa. TIpu npogedenuu MaeHUMHO-
DE30HAHCHOIU aHeU02PaPUU bisi6AeHb USMEHEHUS 8 8Ude Om -
cymcmeust KpogomoKka no 1e8omy AamepansbHoMy CUHYCY
U APEMHOI 8eHe, KOMOopbie OblAU paCyeHeHbl KaK npemopouo-
Hble U3MEHeHUsl, He UMeloujue KAUHUYECK020 3HAYEHUsl 8 KOH-
mekcme Hacmosue2o 3aboneeanus. Ilpu snexmposnyeghano-
epaguueckom uccaedogaHuu OMKAOHEHUI He BblsIGAEHO.

Dnexmponetipomuoepagpuueckoe uccredosanue npogede-
HO Ha 23-1i derb om HA4aAa NApaIU4a no CMAHOAPMHOU Me-
mooduke: uccaedosanv mm. orbicularis oris sin. et dex, nn.
facialis dex. et sin. Ilpu uccaedosanuu npagoeo Auyee02o
Hepea 8vis6AeHO CHUMCeHUe amnaumyodst M-eoanst do 0,12 mB
(N >2), yseauuenue ee darumenvHocmu 00 5,5 mc, npu Hop-
MANbHBIX NAPAMEMpPax MepMUHAAbHOU AAMEeHMHOCMU,
4mo cUAemenbCma08ano 0 NOPAXNCEHUU Hepaa no demuenu-
nusupyowemy muny. Ilayuenmxe npogedenst ayouozpamma,
KOHCyabmauyus cyp0onoed, 0aHHbIX, YKA3bIGAOWUX HA CHU-
JceHUe cayxa, He nOAYHeHO.

IIposodumas mepanus 6Ka04aAA AUUKAOBUD U3 pactema
50 me/Ke/cym per os 6 meueHue 7 cym, MemuanpeoHu3010H
BHYMPUBEHHO KANEAbHO ¢ 3-20 OHs1 20CNUMANU3AUUU HO CXeme:
400 me 6 1-ii derv, 200 me 60 2-ii u 3-ii denv, 100me 6 4-ii Oenv,

aunoesyro Kucaomy ¢ 10-eo OHsi, HUKOMUHOBYIO KUCAOMY
¢ 10-e0 Ona. Medukamenmosnas mepanus 6vi1a 00NOAHEHA
Kypcamu gusuomepanesmuueckux npouedyp (y1empaswico-
KoYacmomHuas mepanus Ha Npagylo 0KOAOYIUHYIO 001acmb
N10) u neuebnoii eumunacmuku, maccaxicem AUUa U 60POMHU -
K0801i 30Hb.

Ha gone mepanuu yixce k 4-my OHi0 eocnumanu3ayuu
HamMemuaacs ROAOXHCUMENbHASL OUHAMUKA 8 8U0e HAPACMAHUS
00semMa aKmuGHbIX 08UICEHULI MUMUHECKOL MYCKYAamMYpbl
cnpasa, Kk 6-my OHI0 20CRUMAAU3AYUY NOAGUAUCH O8UIICEHUS
80 8CeX epynnax Moliiy, npagoil noaosunsl auya. Tpu konm-
POABHOM OocMompe omoaapuHeonoea Ha 21-it denv boae3Hu
UBMEHeHUIl 8 CIYX080M npoxode He ebiseasinocs. C 22-eo Ous
0o0ne3uU mepanus 0ONOAHEHA CeanHcamu eunepoapu1ecKoii
oxcueenayuu (N6). Ha 35-ii denv om eocnumanuszayuu om-
Meuanacs cyuecmeeHHas noA0JCUmMenbHas OUHAMUKa 8 ude
VMeHbUleHUsl ACUMMemMPUU AULa, yeeaudeHus 00semMa aKkmue-
HbIX deudceHuil npasoil wexku u 6posu, npaeas HOcoeyoHas
CKAAO0Ka KOHMYpPUPO8AAACh Omuemaugee, OMCymcmeosan
naeopmansm. CoXpansnacs ymepeHHas acumMmempust 2Aa3HbiX
weneii 6 noxkoe D =S, npu mumuke — ymepeHHblil nepexoc pma
a1e6o. Ilo wkane oyenku QynKyuy Auyeol MycKyiamypol
House— Brackmann — II cmenenw. [lesoukxa évinicana 0omoil.
Ilpu kamamuecmuueckom ocmompe uepes 200 COXPAHANUCH
YMepeHHble S8AeHUsI Nape3a MUMUYECKOU MYCKYAamypbl
¢ ouenkotl no wikane House — Brackmann 6 I cmenens (puc. 2).
B meuenue nocaedyrouux 18 mec peuuoueog Ol He 6bin0.

ITpu OI' Hanbosee yacTo MopaxkaloTcs HEPBHI TYJIOBU-
111a ¥ KOHEYHOCTE, pa3BuUTHe 3a00IeBaHUSI C BOBJIEYEHU -
€M KpaHWaJTbHBIX HEPBOB HAOJIIOMAETCS B €MUHUYHBIX
CIyJasix ¥ HEpeaKO TPECTaBISIET COOOM CIOXHYIO Auar-
HOCTUYECKYIO 33/1a4y B KIIMHUYECKOI TTPAKTHKE.

I1pu cunapome Pamcest XaHTa KTMHUYECKasi KApTUHA
TTOPaXKEeHMSI JINTIEBOTO HEPBA MOXKET OTEPeXaTh MOSIBICHNE
KOXHBIX U3MEHEHUI, 3JIEMEHTBI MOTYT PacroJiaraThCs

Puc. 2. Ta xce nayuenmia, peaudyanwvuoiii nepuoo. Ilapes mumuueckoii myckysamypsl cnpasa, ho wikane Xayca—bpakmana — I cmenens

Fig. 2. Same patient, residual period. Facial nerve palsy on the right, House— Brackman scale grade 1
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Ha CJIM3UCTOI 000JI09Ke pOTOBOI monocTu. B anroputm
muddepeHINATBHON TUATrHOCTUKN HEBPUTOB JIMLIEBBIX
HEPBOB Y JeTel JII000TO BO3pacTa JOJKHBI BKITIOUATHCS
OCMOTPBI OTOJIAPUHTOJIOTa, HEBpOJora, NH(MEKIIMOHNCTA
C TIPOBEJIEHUEM BCEro KOMIUIEKCA JUATHOCTUUECKUX Me-
POTIPUSATHI, BKITIOYAIOIINX CEPOJTOTUYECKOE, BUPYCOJIO-
TMYeCKOe MCClIeJOBaHNE IS UCKITIOUEHUS YIacTUS BUPY-
COB ceMelCcTBa TepIiecoB MJIM OaKTepUaIbHBIX aTeHTOB
B reHe3e 3aboneBanusa. MccaengoBanue LICXK y Hameit
MauveHTKN TToATBepAniio, 94To O — 3TO He TOIBKO «IO-
KaJbHas MHDEKINS», a 3a00JIeBaHNEe C BOBJIEYEHNEM MO3-
TOBBIX 000JIOUEK, YTO TUKTYET HEOOXOIMMOCTh (DOPMUPO-
BaHUS MPABWJIBHOTO IOAXO0AAa K JAaHHOMY COCTOSIHUIO
y Bpaueil pa3HbIX criennanbHocTeil. Hanbomnee yacro py-
TUHHAasI OlIeHKa UMMYHOJIOTUYECKOTO CcTaTyca 6a3upyercs
Ha UCCIIEJOBAaHNM OOIIEro YPOBHSI MMMYHOTJIOOYJIMHOB
1 UX CYOKJIACCOB, a TAKXKE Ha OLIEHKE ODIIEeTo KOJIMJecTBa
JMGOLIMTOB. Y Halllell MalMeHTKY TaKasi TAKTUKA He BbI-
SIBUJIAa OTKJIOHeHMH. [IpoBeneHHOe TOTTOTHUTEIBHOE MC-
cliefoBaHME KJIETOYHOrO MMMYHHUTETa y Hee IToKa3ajo

T-xnerounyio TUMGOIICHUIO, SIBISIONIYIOCS TTPU3HAKOM
UMMYHoIeUINTHOTO cocTossHus [19]. ITo HameMy MHe-
HUIO, TAKKE UCCIICIOBAHMS MOTYT CTaTh TOTIOJIHUTETEHBIM
WHCTPYMEHTOM TSI BBISIBJICHHUSI CKPBITOTO UMMYHOOC(DM-
uTa y AeTeil M B3pOCTBIX.

HecBoeBpeMeHHOCTD ITOCTAHOBKM AMarHO3a, B TOM
YUCJIe STHOJIOTMYECKOTO, IPUBOMNT K 3aIepKKe JICUCHUS.
B xauecTBe TepaneBTHYECKOM TAKTUKKA HaMU ObLTa BRIOpaHa
cxeMa, coueTarolas IIpruMeHeHNe alluKJIOBHpa B TCUCHUE
7 mHEe# M BBICOKMX 103 TOPMOHOB C XOPOIINM KIMHIIEC-
KM appekToM. Y pedbeHKa ¢ TsKesoit (popMoii mopakeHUsT
JINIICBOTO HEPBa yKe K 3-11 Hemene 00J1e3HN HAOII0IaI0Ch
CYLIECTBEHHOE YJIYYLIEHUE OBUTATEJIbHOU aKTMBHOCTU
MMOPaXkeHHBIX MUMNYECKIX MBIIIICYHBIX TPYIIIL.

[puBeneHHBIN ciydail SIBASETCS IIPUMEPOM Me-
KIMCIATUTMHAPHOTO TTOAX01a K IMarHOCTUKE M IIPU3BaH
00paTUTh BHUMAaHHE HEBPOJOTOB M MMMYHOJOTOB
Ha BO3MOXHOCTH Pa3BUTHsI 3TOTO 3a00JIcBaHMSI, a TAKKE
WHUIIMMPOBATH MTOMCK BO3MOXHBIX MMMYHOJIOTUYECKIX
MIPEeTUKTOPOB.
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