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Knunnueckuin cnyyain POL3A-accouuvpoBaHHOM
runoMmnenuHnsnpyowein nenkoaucTtpodpum c nopaxkeHmem
CNNHHOrO MO3ra ¢ e610TOM B paHHeM [eTCKOM Bo3pacTe

OTAY «HauMoHanbHbIN MeAULMHCKAI NCCefoBaTENbCKUIA LLEeHTP 340poBbA AeTein» MuHsgpasa Poccum, 119991, Mocksa, Poccua

JleikopncTpodru — 3To rpynna HacleACTBEHHBIX MPOrpeccupytowmx 3aboneBaHunii LeHTPaabHON HEPBHOWM CUCTEMbI, XapaKTepU3yLWUX-
cA U3bupaTenbHbIM NopakeHneM 6eoro BelecTBa Co CneLmPpruUeckum BOBNeYeHNEM MNabHbIX KNeTOK. BblAenaioT runoMmnenvHn3mnpyio-
wpe (OTCYTCTBYE OTNIOKEHVA MUENVIHA), AEMUENTMHU3NPYOLLME (NoTepsA paHee OTIIOKEHHOTO MUENIHA), AUCMUENTMHU3UPYoLMe (OTIOXeHne
CTPYKTYPHO UM B1OXMMUYECKN aHOMaNIbHOTO MUESTIMHA) U MUENVHONMTYECKE NeikKoancTpodun (Bakyonusaumsa MuenmnHa).
lvnommenuHusnpyowme nenkoanctpodum (M), Kak 1 60NbLIMHCTBO NeNKOANCTPOdUIL, AEOIOTUPYIOT B SETCKOM UM MOAPOCTKOBOM BO3pacTe
1 XapaKTepur3yloTcA Nporpeccupyowmm TeyeHnem 3abonesanus. [J1 BO3HUKaeT BCeCTBME HapyLLeHUA C1HTe3a 6eNkoB, OTBETCTBEHHbIX 3a
pas3BUTHE, CTPYKTYPY 1 LEeNIOCTHOCTb MMESTMHOBOM 0600UKY, @ TaKXKe yUYacTBYOLWMUX B NpoLieccax TpaHCKpUnuum 1 TpaHcnaummn. B nocnegHein
rpyrnmne ocHOBHas ponb oTBefeHa 71, accoummnpoBaHHbIM € GranneNibHbIMM MyTaLMAMM B reHax TpaHCKpUNLMoHHoro Kommnnekca PHK-nonu-
mepas3bl Il — POLR3: POLR3A, POLR3B, POLR1C n POLR3K. luarHo3 MOXXHO NOATBEPAUTb C MOMOLLbIO MarHUTHO-PEe30HAHCHOW ToMorpadumn
rOJIOBHOTO MO3ra.

POLR3A-accoummnpoBaHHbie [J1 npoABAATCA rMNOMUENViH13aLnen, TMNOAOHTAEN U TMMOrOHaJOTPOMHbBIM M’MNOroHagn3mom. K marHuTHo-pe-
30HaHCHbIM NpusHakam POLR3-accoummpoBaHHo 1 oTHOCAT AudPy3HYO rMNOMUENNHN3ALUI0 C OTHOCUTENIbHBIM COXPaHeHNeM 3ybuaTbix
Anep, nepeHe60OKOBbIX Afep Tanamyca, 6neaHbIX WapoB, NMMPaMUAHbBIX MyTei Ha YPOBHE 3aHel YacTu BHYTPEHHUX Karcyn v Jly4UCToro BeH-
ua. B page cnyyaeB oTMeUeHbl TakKe MCTOHUYEHME MO30/IMCTOrO Tena U aTpodua Mo3KeuKa.

B cTaTbe npefcTaBneH KAMHWYECKMIA Ciyyaii naymeHTKun ¢ POL3A-accouumpoBaHHoi [T1 ¢ nopakeHneM CMMHHOTO Mo3ra € Ae6loTOM B paHHEM
[leTCKOM BO3pacTe.
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Leukodystrophies are a group of hereditary progressive diseases of the central nervous system characterized by selective lesions in white
matter with specific involvement of glial cells. There are hypomyelinating (absence of myelin deposition), demyelinating (loss of previously
deposited myelin), dysmyelinating (deposition of structurally or biochemically abnormal myelin), and myelinolytic leukodystrophies (myelin
vacuolization).

Hypomyelinating leukodystrophies (HL), like most leukodystrophies, debut in childhood or adolescence and are characterized by a progressive
course of the disease. HL occurs as a result of impaired synthesis of proteins responsible for the development, structure, and integrity of the
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myelin sheath, involved in the processes of transcription and translation. In the latter group, the main role is assigned to HL associated with
biallelic mutations in the genes of the RNA polymerase Il transcription complex, POLR3: POLR3A, POLR3B, POLR1C, and POLR3K. The diagnosis
can be confirmed by magnetic resonance imaging of the brain.

POLR3A-associated HL is manifested by hypomyelination, hypodontia, and hypogonadotropic hypogonadism. The magnetic resonance
features of POLR3-associated HL include diffuse hypomyelination with relative preservation of the dentate nuclei, anterolateral nuclei of the
thalamus, globus pallidus, pyramidal tracts at the level of the posterior part of the internal capsules, and the corona radiata. In some cases,
thinning of the corpus callosum and atrophy of the cerebellum were also noted.

The article presents a clinical case of a patient with POL3A-associated HL with spinal cord injury with the debut in early childhood.
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BBepeHune

Jleitkoguctpopuu — 5TO TpyIna HaCIeICTBEHHbBIX
Mporpeccupylommux 3adbojaeBaHnil EeHTPaJbHON HEepBHOM
CHUCTEMBbI, XapaKTepU3YIOIIMXCS U30UpaTeIbHBIM ITOpaxe-
HueM 0esIoro BellecTBa co CreludUuuecKuM BOBICUEHUEM
TIMabHBIX KJIETOK [1, 2]. BriepBbie cemeliHble cliyyau 3a-
OoJieBaHUSI C TTIOpaXkeHUEeM OeJIoro BellecTBa U pa3BUTHEM
XPOHUYECKOTO Mporpeccupyloiiero «1uddy3Horo ckiiepo-
3a» C HEIOCTAaTKOM MMEJIMHA M CKJIEPOTUYECKHM 3aTBep/e-
HueMm Oesoro BemectBa onucanu F. Pelizaeus B 1899 1. [3],
a 3arem L. Merzbacher B 1910 r. [4]. K 1980-M rr. TepMuH
«IeKoaucTpodus» moapa3yMeBall opaxkeHue, B IIEPBYIO
ouepeb, MUEIMHA — HEMOCPEIACTBEHHO 100 Uyepe3 OJIh-
roaeHIpouuThl [5], HO 3a mocienHue 20 JeT B IIMPOKYIO
MPaKTUKY BHEAPEHBbI MOJHOIK30MHOE U TTOJTHOT€HOMHOE
CEeKBEHUPOBaHUE, IOJYYEHbl HOBbIE JaHHBIE O MaTOreHe3¢e
3a00J1eBaHUsI, a ClIeAOBaTeIbHO, MOJOOHOE OIpeneJeHue
MPEICTaBJISIETCS TOBOJIBHO Y3KUM [6].

B Hacrosiiiee Bpemst Bce 3a00yieBaHUSI C TTOpPaKeHUEM
0eJ10ro BelleCTBa IMIPUHSITO MO-TIPEeKHEMY Ha3bIBATh «JIEHKO-
JUCTPOMDUSIMU» , HO CPEIU HUX BBIIEIISIOT Y€ThIPE TPYIIIIbL;

* TUIIOMUETMHU3UPYIOLINE (OTCYTCTBUE OTIOXEHUS
MUEJIMHA);

* IeMUEeIMHU3UpPYIolue (MToTepsl paHee OTI0XKEHHOTO
MUEJIMHA);

* IMCMUEIMHU3UPYIOLIYE (OTI0XEHUE CTPYKTYPHO WU
OMOXMMUYECKU aHOMaJTbHOTO MUEIMHA);

* MUEJIMHOJUTUYECKUE (BaKyoJIU3alust MUueanHa) [7].

Clinical cases

Tunomuenuuusupyromue aeiikonucrpodbuu (IJ1), kak
1 OOJIBILIMHCTBO JIEUKOAUCTPODUIA, AEOIOTUPYIOT B AETCKOM
WIA TIOIPOCTKOBOM BO3pacTe U XapaKTEePU3YIOTCS IpO-
TPECCUPYIOLINM TedeHUeM 3aboseBaHus. JruarHo3 MoxXHO
MOATBEPAUTH C TTOMOIIbI0 MATHUTHO-PE30HAHCHOW TOMO-
rpacdun (MPT) roioBHOro Mo3ra, Korzia BbIsSIBISIETCSI THTIe-
PUHTEHCUBHOCTD O€J10T0 BEIIECTBA IO CPABHEHUIO C CEPbIM
BellleCTBOM Ha T2-B3BELIEHHBIX U300paXeHUsSX U C Ha-
JINYMEeM BapuadesbHOro CUTHala OT Oesloro BellecTBa Ha
T1-B3BenIeHHbIX U300paxeHusix [8, 9]. ['unomuennHuza-
LIUST MOXET OBITh JOCTOBEPHO AUArHOCTUPOBAHA MPU MPO-
BeneHun MPT y neteit ctapiie 2 jiet, T.K. OKOHUaHUE MU-
€JIMHU3aLMU OOJBIIMHCTBA YYaCTKOB O€JIoro BelecTBa ro-
JIOBHOT'O MO3ra HacTynaeT K 2 roaam. JJist moaTBep XKaeHUs
JIMarHo3a TUIIOMUEIMHU3AlWU Y AeTel Miafiie 2 JeT Tpe-
OyeTcs mpoBeAeHe MUHUMYM JIBYX UCCJIEIOBAHUIA B TUHA-
MUKE (C IIPOMEXKYTKOM He MeHee 6 Mec), Ha KOTOPBIX JOJIK-
HbI COXPAHSTHCS YYaCTKU UBMEHEHHOTO curHaia [9—11].

M3BecTHO, uto ['JI BO3HUKAET BCAENCTBUE HAPYLIEHUS
cuHTe3a OeKOB, OTBETCTBEHHBIX 3a Pa3BUTUE, CTPYKTY-
Py ¥ LIEJOCTHOCTh MUEIMHOBOM 000Jiouku [12], a Takxke
YYacTBYIOILIMX B Mpolieccax TPAHCKPUITLIMY U TPAHCISLIUA
[13, 14]. B mocnenHeii rpyrme OCHOBHas PoJjib OTBEAEHA
I'JI, accoluupoBaHHBIM C OHAJUICIbHBIMU MYTALIUSIMU
B reHax TpaHCKpUIIMOHHOTO KomIuiekca PHK-monume-
pasel III — POLR3 [15]: POLR3A, POLR3B, POLRIC
u POLR3K [16—18].

Jlo oTkpbITUST TeHoB, Bbi3bIBaOIMX POLR3-
accormupoBaHHbie ['JI, ObLT OMUCcaH psil paCCTPONCTB CO
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CXOXMMHU KIMHUIeCKUMM M MP-Tipu3Hakamu: aTakcus,
3alepKKa MPOpe3bIBaHUSI 3yOOB M TUIIOMUCIMHU3AIINS
[22], TpeMop-aTakcus C LIEHTPAJbHONM TUITOMUETNHMU3A-
uueit [16, 17, 23], runoMueanHMU3anusI ¢ aTpoduein Mo3-
JKe4yKa M TUIOoTUIa3reil Mmo3osumcroro Tea |16, 24], aeiiko-
IUCTpOodUs ¢ oMUTrogoHTHEeH [25].

[Tocne mosiBIeHUS MOJIEKYJIIPHO-TEHETUUECKOM T1ar-
HOCTHKU TIPOBEICHO HECKOJHKO KOTOPTHBIX MCCIEIOBA-
Huit, yrounuBmux ¢peHorunt POLR3-acconmnmpoBaHHBIX
I'JI. OcHOBHBIE HEBPOJIOTUYECKUE IIPOSBICHUS CBSI3aHBI
¢ pa3BuTHeM ruroMuenmausanuu |14, 19]. B gactHOCTH,
y MallMeHTOB OTMEUArOTCS 3a1epkKa (hOPMUPOBAHUSI TBU -
raTeJIbHBIX (PYHKIIWI, MO3KEUKOBBIC HApYIICHUS B BUIE
aTaKCUM, TpeMopa, AUCMETPUH, nu3aTpuu [16], mupaMum-
HbIe (CIIAaCTUYHOCTD) [14, 16] 1 aKcTpanupaMUIHbIe 3HAKK
(muctonum) [20, 21], KOTHUTUBHBIE OCOOCHHOCTH: TPY/I-
HOCTH B OOyYE€HWHN U YMCTBEHHas oTcTaysocTs [14, 16, 19].
He HeBpomormyeckme mposiBICHUS OOBIYHO BKITIOYAIOT
OJIM30PYKOCTh, aHOMAJINKM 3yOHOTO Psifa W SHIOKPUHHBIC
HapyIeHUsT (TMITOrOHAIOTPOIHBIM TUIIOTOHAIN3M, CBSI-
3aHHBIN C 3aJ€PXKKOM WM OTCYTCTBUEM ITOJIOBOTO CO3pe-
BaHUsI, a TAKXKe HU3KKUM pocToM) |14, 26].

IIpu POLR3A-accounmpoBannubix I'JI Hamnbomee ya-
CTBIM SIBJISICTCS (DEHOTHUII, TIPOSBIISIONIMIACS TUIIOMHUE-
JIMHA3ALMEN, TUMOMOHTHEH W THIIOTOHAIOTPOITHBIM
runoroHagusmom [27]. K MP-npusznakam POLR3-
accormupoBaHHoii I'JI otHocsaT muddy3HyO THUIIOMUE-
JIMHU3ALIUIO ¢ OTHOCUTEIbHBIM COXPAaHEHMEM 3y0JaThIX
siIep, TepeaHeO0KOBBIX siIep TajaMyca, OJeAHBIX 11apoB,
MUpaMUIHBIX ITyTeil Ha YPOBHE 3aIHEI 4acTh BHYTPEHHUX
Karcyn u JyducToro BeHia [28, 29]. B psime ciydaeB ObI-
JIN OTMEYEHBI MCTOHYECHNE MO3OJIMCTOTO Tejla M aTpodus
Mo3xeuka [28, 29].

HecMoTpst Ha 1OBOJILHO OOILIMPHBIE JaHHBIE, TOAPOO-
HO XapakTepusymolue (GeHOTUI 3a00IeBaHNsI, CYIIECTBY-
FOT JIMIIb CIMHUYHBIC ITyOJIUKAIIK, OTIMCHIBAIOIIE TTOpa-
KeHMe CMMHHOTO Mo3ra rpu POLR3A-accounpoBaHHOM
T'JT [30, 31], 1 Bce oHM ¢ HeOIOTOM B IOJPOCTKOBOM
¥ B3pociioM Bo3pacte (crapie 13 net) [31].

MBI nipencTaBisieM KIMHUYECKUN caydyail TauueHTKU
¢ POL3A-accounmposannoii ['J1 ¢ mopaxkeHnemM CIIMHHO-
T0 MO3ra ¢ 1e0I0TOM B paHHEM ISTCKOM BO3pacTe.

OnuncaHne KNNMHNYECKOro cnyyan

Ponurtenu neBouku A., 7 1et 4 Mec, 0OpaTUIINCH C XKa-
J100aMM Ha HEYCTOMYMBOCTD IOXOIKM, YacThble IaJCHUSI,
MaMa TakxKe OTMedaJia HapylLIeHUs peYy B BUIE 3aMKaHUS
¢ 6 JeT.

W3 anamHe3a: pe6bEHOK oT 4 OepeMeHHOCTH (1-1 —
MaJb4yuK, 22 Toaa, 3010poB; 2-5, 3-9 — abopThl HA pAaHHUX
cpokax). Ponpr 2-¢, Ha 41-i1 Heene B TOJIOBHOM TIpeuie-
KaHuu ¢ ooButueM nyrnosuHoii. Bec 3100 r. JimHa 51 cMm.
OKpy>XHOCTb TOJIOBBI 33 CM, OKPYKHOCTbL Ipyau 35 cM.
Onenka 1o 1mkane Amnrap 8/8 6amtoB. Ha 4—5-¢ cyTku
KW3HU — YXYAIICHUE COCTOSIHUS C Pa3BUTHEM CHUHApPOMA
YTHETEHHUsI, MPOBOIMWIACH CUMITOMATUYECKAsl Teparusi,
Ha 6-e CYTKHU IlepeBejieHa Ha 2-ii 5Tall BhIXaXKMBAHMS, BbI-
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micaHa Ha 20-i IeHb ¢ TMarHO30M: «ITOCJICICTBUS IIepH-
HaTAJIBLHOTO MOPAXEeHUS UEHTPAITbHOM HEPBHOI CUCTEMBI:
CHHAPOM yTHEeTeHUsI». PaHHEe MOTOpHOE U TICUXOpEUYeBOE
pa3BUTHE 1O BO3PACTY: TOJIOBY yAepXHUBaja ¢ 2 MeC, CH-
zena ¢ 5 Mec, moJjizajia ¢ 7 Mec, BcTaBajla ¢ 7 MecC, XOIu-
JIa caMOCTOSITeNbHO ¢ 13 Mec, ogHako oOpaiana Ha cebs
BHUMAaHME IIaTKOCTh MTOXOIKHU, (hpa3oBas pedb ¢ 2,5 JIeT.
Hab6monanach jiororneaoM no moBoy O0IEero HapyleHust
pazButusi 2—3 ypoBHs, au3apTpuu. C 3,5 JeT maTrkocThb
1 HEYCTOMYMBOCTH IMOXOOKHU YCHWJIMIIMCH, CTaja Jalle Ita-
natb. HaGaromanach HEBPOJIOTOM U OPTOIIEAOM IO MECTY
KUTEJIbCTBA, IIPOBOIMINCH KypChl HEMPOTpOhHUIECKOM
1 HOOTPOITHOM Tepanuu 0e3 apdekra. B Bo3pacre 5 ner
rmocjie oocieaoBaHus Mo MecTy kuteabctBa (MPT romoB-
HOTO MO3ra He IPOBOAMIACH, TIPU IIPOBEACHNN KOMITbIO-
TEPHOM TOMOrpacuy TOJOBHOTO MO3Ta IATOJIOTUYCCKUX
W3MEHEHUI He BBISIBICHO) BHICTABJICH AUATHO3 «IeTCKUI
LepeOpallbHbII MTapainy, criacTudyeckas JuIierus». Peoe-
HoOK Obl HampasieH B @TAY «<HMMUII 3nopoBbs nereit»
Munsnpasa Poccum nis npoBeaeHus Kypca (u3ndecKoit
peadbuaInTaluu.

[Tpu ocMOTpe B OTHOCICHUM TICMXOHEBPOJIOTUM U TICH -
XOCOMATUYECKOM ITaTOJIOTUH Y ITAIIMeHTKH BBISIBJICHO HU3-
KOHOpMaJibHOe pusndyeckoe pa3putue: pocT 119 cm (SDS
—1,98), Bec 19 xr (SDS —1,7), uanexc macchl Tena 14,9
(SDS —0,5). B HeBpoJlOTMYECKOM CTaTyce: yMepeHHas
C1a00CTh JINIIEBOM MYCKYJIATYphl, TU3apTPHUsI, CHIDKEHHUE
TJIOTOYHBIX pediiekcoB, Opaawianus. MBIIIEYHBIA TOHYC
B BEpXHUX KOHEUHOCTSIX (PM3MOTOTUIECKUM, B HUIZKHUX —
omke K GU3MOJIOTUUECKOMY, HapacTaeT IIPY BepTUKAIH-
3aumn. Cuia MBI B pyKax cHUKeHa 1o 3,5—4,0 6aios,
B Horax — no 3,0—3,5 6amra. CyxoxXuiabHbIe pedIeKCh
C BEpXHUX KOHEUHOCTEHl — XWUBBIC, C HIDKHUX — OTCYT-
ctByIoT. Pepnekc babuHckoro orpuniatebHbI ¢ 2 CTO-
poH. BpronHbie pedaekcol XuBbie. B moze Pombepra He-
YCTOMYMBA, KOOPAMHATOPHBIC TTPOOHI BBITIOIHSIET C IHC-
meTpueid. XOOUT U BEPTUKAJIM3UPYETCSI C BbIpaXKEHHOM
IuHaMuueckoil artakcueil. Iloxogka camMocTosITeIbHAsI,
cnactuko-tnaperuueckasi. I[Ipuémnsl ['oBepca orpuiiaTesib-
Hbl. DKBUHOBAJIbIyCHasl ycTaHOBKa cron. OOpaiéHHYIo
peub ITIOHMMAET, OTBeYaeT Ha BOIIPOCHL. CTyII peTy/IsIpHBINA,
MOYEHCIYyCKaHNe He HAapyIIeHO.

IIpy CcTUMYISSLIMOHHON 3JIEKTpOHEepoMuorpadpumn
MIPaBOro CPeAMHHOIO 1 IPaBOTo 0O0JIbIIeO0epIIOBOrO HEpBa
MIPU3HAKOB HAPYIICHUS IIPOBEICHMS IT0 MOTOPHBIM M CEH-
COPHBIM BOJIOKHAM Tiepu(epUIeCKUX HEPBOB HOT M PYK
HE BBISIBJICHO.

MPT ro0BHOTrO ¥ CIIMHHOTO MO3Ta C UCMOJIb30BAHU -
€M BHYTPMBECHHOI'O KOHTPACTHOTO BEIECTBa IIPOBEICHA
Ha BBICOKOITOJIBHOM MAarHUTHO-PE30HAHCHOM TOMOTpa-
e «Signa 1.5T Explorer» («GE Healthcare») momy4yeHsl
CTPYKTYPHBIE M300paXkeHNS B CAaTUTTAJIbHOM, aKCUAJIBHOM
1 KOPOHAJIBHOM TIJIOCKOCTSIX CKaHUpoBaHUs. Ompenens-
I0TCSI CMMMETPUYHBIC yYaCTKM ITOBBIIIEHHOIO CHUTHAja
Ha T2-B3BemeHHbIX U300paxkeHnsax, FLAIR B mokpobiiike
CpEeIHEero Mo3ra, BepXHUX M HMKHUX MO3KEUKOBBIX HOX-
Kax ¥ OeJIOM BEIIeCTBE MO3KeUKa, 0¢3 IPU3HAKOB OTPaHM-
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yeHus1 1ud@y3nn; cyoOKOPTUKAIbHO B MPaBOil TEMEHHOM
JoJie U B 00JIaCTU 3aJHEeil HOXKU BHYTPEHHEH KarcCyibl
CJIeBa OIPENEISIOTCS SOIMHUYHBIC MEIKHE O4Yaru aHajo-
TUYHOTO CUTHAJIA.

Ha ¢doHe KOHTpacTHOTO yCWJICHUS OTMEYCHO MUHU-
MaJIbHO€ HAaKOIUIEHWE KOHTPACTHOTO BeIIecTBa yJacTKa-
MU B BepXHUX MO3XXEUKOBBIX HOXKaX. [1pu nccieqoBaHnu
CIIMHHOTO Mo3ra mnojiydeHbl T1- u T2-B3BelIeHHbIE U30-
OpaxkeHusl B CaruTTaJIbHOM, KOPOHAJIbHOI U aKCUaJIbHOM
TUIOCKOCTSIX CKaHMpoBaHusA. Ha BcEM mpoTsskeHMU Ta-
PEHXUMBI CIIMHHOTO MO3Ta OIPEACIISIIOTCS YIACTKU TUTIC-
PUHTEHCUBHOTO CUTHaia Ha T2-B3BEIICHHBIX M300paxKe-
HUSIX, PaCIIOJI0XKEHHBIC TTIPEUMYIIIECTBEHHO B TOPCATbHBIX
oTIesax, 0e3 MprU3HAKOB AehopMad KOHTYPOB. JlaHHBIX
3a HAKOIJICHNE KOHTPACTHOTO BEIIIECTBA HE TTOIYICHO.

Hna mpoBeneHUS MOJEKYISIPHO-TEHETUICCKUX HC-
cienoBanuii reHoMmHass JIHK Oblia BbigesaeHa U3 BEHO3-
HOI KpOBM Ha aBTOMAaTUYECKON CTAHLIMU TSI BBIICICHMS
OHK «Chemagic™ 360 Instrument» («Perkin Elmer»).
Ha mepBoMm 3Tare misi OUarHOCTUKYM CIWHAJTBHOUM MBbI-
IIEYHO aTpo(UU METOIOM MYJIbTUILIEKCHON JMIa30-
3aBUCUMOI aMIIM(UKAIUU MMpod ¢ TTOMOIILI0 Habopa
«P021» («MRC-Holland») ObumM WHCCIEOIOBaHBI 3K30-
Hbl 7 1 8 reHoB SMNI u SMN2, neneiiv He BBISIBICHDI.
AHaIIN3 OCYIIECTBIISICS Ha KaIWUISIPHOM CEKBEHATOpE
«ABI 3500» («Thermofisher Scientific»). JIna nanpHelmei
NUATHOCTUKU OBLJIO PEKOMEHIOBAHO CEKBEHUPOBAHUE
TIOJIHOTO 3K30Ma. MaccoBoe IapajiieIbHOe CEKBEHUPO-
BaHMe ITpoBoAnIn Ha Tutatdopme «NextSeq» («Illuminax).
Britu mccnenoBaHbl TapreTHBIE 00JIACTU TeHOMA YeJIOBe-
Ka, BKIIOY¢HHBIe B TTaHenb lon AmpliSeq Exome. O60-
raieHue 01OJMOTeK 1LeJIEeBBIMU 00JIACTSIMU UCCIEAYEeMBbIX
TEHOB TIPOBOMWIM TIPH TOMOIIM TUOPMUAM3AIIMOHHBIX
npob «KAPA HyperCap» («Roche»). B unatpone 13 rena
POLR3A (OMIM 614258) BbISIBJIEH HYKJICOTHUIHBIA Ba-
puadT ¢.1771-7C>G (chr10:79769440G>C; NM_007055.3;
rs201314157) B TOMO3UTOTHOM cocTostHUM. HykneoTua-
HBIII BapuaHT OINMMcaH B MeXayHaponHoit 6aze HGMD
professional v. 2021.2 [CS176992], y nauueHTOB CO CIia-
cTHYecKoi arakcueit [32], neiikomuctpodueit [33] u qu-
croHueit [34]. B coorBeTcTBUU ¢ poccuiickum PykoBom-
CTBOM II0 MHTEPIIPETAllMM JAHHBIX ITOCIEIOBATEIIBHOCTH
JHK 4yenoBeka, BBISIBJICHHBII HYKJIEOTUIHBII BapUaHT
cJIemyeT paclieHMBATh KaK ITaTOTeHHBIN.

CornmacHo 6aze OMIM, myraumu B reHe POLR3A
OMHUCaHbl y TALMEHTOB C TUIMIOMUEINHU3UPYIOIIEN JIeWi-
Komuctpodueit, TUII 7, ONUTONOHTUEH W/WIA THIIO-
TOHAZOTPOIIMYECKUM THUIIOTOHAAM3MOM WJIM 0e3 HUX
(OMIM 607694), cunapomom Bunemana—PayreHiurpa-
yxa (OMIM 264090), HacaeayeMbIMU 10 ayTOCOMHO-pe-
IeCCUBHOMY THUITy. Banmmaiiiss BBISIBIEHHOTO BapHaHTa
OCYIIIECTBJIECHA METONOM CeKBeHHpoBaHUSI 1o CaHTrepy
npoOaHIy U eT0 POAUTEIsIM. PomuTenn SBisioTCsS reTepo-
3UTOTHBIMU HOCHUTEJISIMU BBISIBJICHHOTO BapHaHTa.

TakuMm o6pa3oMm, y malMeHTKU ¢ KIMHUYECKON Kap-
TUHOM CIAaCTUYECKOU aTakcuu, OyJbOApHOIo CHUHApOMA,
IU3apTPUU, C YIETOM cCHelubrIecKnX H3MEHCHUM Ha

Clinical cases

KnuHunuyeckne cnyyan

MPT roiaoBHOTo U CIIMHHOI'O MO3ra, a TaKXKe pe3yJIbTaToB
MOJIEKYISIPHO-TEHETUYECKOTO TECTUPOBAHUST ITOITBEPXK-
IEH NIMArHO3 «TUIIOMUEIMHU3NPYIOMIAs JIEHKOIUCTPO-
dus 7 tnmar.

I1pu ocMoTpe B AMHAMUKE B Bo3pacTe 8§ JIeT 8§ MecC Ipo-
TPEeCCUPOBAaHUS IBUTATEIbHBIX M KOOPIMHATOPHBIX HAPY-
IICHU HEe OTMEYaeTCs, COXPaHSIETCS TCHACHIINS K HU3-
KoMy (u3MYecKoMy pa3BuThio: poct 121 cm (SDS —1,66),
Bec 21 xr (SDS —0,83), unmekc Mmaccel tena 16,4 (SDS
+0,24). C yu€ToM CpOKOB ITMArHOCTUKU 3adePXKKH TI0JIO-
BOTO pa3BuTHU (y IeBOUYEK BO3MOXHA ¢ 13 et u crapiie)
pPEeKOMEHI0OBaHA OIleHKA aHTPOIIOMETPUIECKIUX ITOKAa3aTe-
JIeH ¥ CTaguH TIOJIOBOTO Pa3BUTHUS B IMHAMUKE.

3ak/ouyeHme

Hnga POLR3A-accouuupoBaHHoii ['JI xapakTepHbI
pa3HOOOpa3Hble KIMHUYECKUE IIPOSIBIICHUS, TIPU 3TOM
IO pe3yJbTaTaM HepOBU3YaTU3allUU BBISIBIISIIOTCS IIPH-
3HAKM THUIIOMHUEIMHU3AINN PA3JIMIHBIX CTPYKTYp TO-
JioBHOTO Mo3ra. ITopaxkeHusT CIMHHOTO MO3Ta BCTpeya-
JOTCSI TOpa3ao pexke M OMUCAaHBI Y MAllMeHTOB C Ie0I0TOM
B TMOJIPOCTKOBOM Bo3pacTe. ONuMcaHHBI HaMM cliydait
POL3A-accomunpoBanHoit I'JI ¢ mopaxkeHreM CIIMHHOTO
MoO3ra ¢ IeOI0TOM B paHHEM IETCKOM BO3pacTe MEeMOH-
CTpUpYET Lejiecoodpa3HocTh poBeaeHuss MPT cimHHOTO
MO3ra y MallMeHTOB TaHHOM TPYIIIIHL.
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