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B craree mpencraBneHo coOCTBEHHOE HAOMIONEHHE TEUEHHs OEPEMEHHOCTH M POJOB Y HECOBEpPIICHHOJET-
Hel MalMeHTKU C MOJ03PEHUEM Ha HACIIEICTBEHHYI0 MO3KEUKOBYIO arakcuto [Ibepa Mapu. ¥V nanueHTku umern-
CsI CeMEUHBII aHaMHe3 3Toro 3aboneBanus. bepeMeHHOCT HpoTekana 6e3 ocnokHeHuil. Pomopaspemenue 65110
IPOBEIEHO ITyTEM OIlepali KecapeBa CeUeHUs Ha JOHOUIEHHOM CPOKE, YUHTBIBAs CMEMIAHHOE ATOANYHO-HOXKHOE
npeuiexkanue riona. [TocneponoBslii meprnos nporekan 6€3 OCIOKHEHUI, TPH3HAKOB HEBPOJIOTHYECKOTO JAe(pUIIN-
Ta BEIABICHO He ObUT0. Bo Bpemst GepeMeHHOCTH ObLIa MPEANPUHATA IIONBITKA BEPU(DUINPOBATE AUATHO3 HACIEH-
CTBEHHOH MO3KeuKoBOii arakcuu [Ibepa Mapu MoneKyIsIpHO-TeHeTHIeCKMMH MeTofaMu. OIHAKO 110 pe3yabTaTaM
TeHETHIECKOTO CeKBEHHPOBaHHs HOBOTO rokoneHust (NGS) 3HauMMBbIX H3MEHEHHUH B KOJIUPYIOIIUX PETHOHAX I'eHOB,
BKJIIOUCHHBIX B HaHelb «HelponereneparuBuble 3a001eBaHusm», He 00HApykeHO. B nanpHelieM manpeHTka Ha-
XOAMIACh MOJ HaOMIONEHHEM B TEUEHHE TPeX JIET HOCIe POIOB, KOHCYIFTHPOBAIACh HEBPOJIOTOM JBaXIbl B IO,
MIPU3HAKOB HEBPOJIOTUUECKOTO Je(HIHTa BBISIBICHO HE OBLIO.

KioueBrble ci10Ba: 0epeMEHHOCTD Y HECOBEPLICHHOJETHHX, PO/Ibl y HECOBEPILECHHO/IETHAX, HAC/ICACTBEHHASI
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AN ATTEMPT TO VERIFICATE THE DIAGNOSIS IN PREGNANT MINOR WOMEN
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The article presents our own observation of the course of pregnancy and childbirth in a minor patient with
suspected Pier Mari heredicial cerebellar ataxy. The patient had a family history of the disease. Pregnancy was
without complications. The delivery was performed by a caesarean section. The postpartum period was without
complications, signs of a neurological deficit were not revealed. During pregnancy, we attempted to verify the
diagnosis of Pier Mari heredicial cerebellar ataxy by molecular genetic methods. However, according to the results
of the genetic sequencing of the new generation (NGS), no significant changes in the coding regions of genes
included in the panel «Neurodegenerative diseases» have been detected. Later, the patient was under observation for
three years after childbirth, consulted by a neurologist twice a year, signs of a neurological deficit were not revealed.
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Mo3zxkeukoBas arakcus [Ibepa Mapu — Ha-
CJICJICTBEHHOE JIeTeHepaTHBHOE 3a00JieBaHUE
C MPEUMYIIECTBEHHBIM MTOPAKEHUEM MO3XKed-
Ka U ero npopoasmux myreu [1, 2].

Bosnukaer 3aboneBanme B Bo3pacte 20—
30 set u crapine. BeTpeyaeTcsi B HECKONMBKUX
MIOKOJICHUSIX OIHOW CEMbH TOAPSN, TO €CTh
mepefaeTcss Mo  ayTOCOMHO-JIOMHUHAHTHOMY
tumy. [laronorndeckuii reH o0magaeT BRICOKOH
MIEHETPAHTHOCTBI0O W TIPOMYCKH ITOKOJICHUH
penxu. Yactora 3abonmeBanus — 0,5 zva 100 000
HACEJICHUS, MYXXYMHBI M JKCHIIUHBI OOJICIOT
C OJIMHAKOBOM "yacToTou [1, 2].

HaGmronarorcst atakcusi 1pyu BBITIOJTHEHUU
KOOPJIMHATOPHBIX TPOO, MATKOCTh TOXOJKH,

CKaHIUPOBaHHAs Pe4b, HHTCHIIMOHHOE APOXKa-
HHE, TPUMacHUYaHie, HUCTarM. MO3)Ke4KOBbIE
CUMITOMBI COYETAIOTCS C YMEPEHHBIMHU HITH
BBIP2XCHHBIMH TIPU3HAKAMH TTHPAMUIHON He-
JIOCTATOYHOCTH (TTOBBIIICHNUE TIyOOKHX ped-
JIEKCOB, KIIOHYCHI CTOII), & HHOTJIA CO 3PHUTEIIb-
HBIMH ¥ TJIA30JIBUTaTEIbHBIMU HApYyLICHUSMH
(CHMKEHHE OCTPOTHI M Cy)KEHHUE TI0JIeH 3peHus,
KOCOIIa3ue, MT03, HeIOCTaTOYHOCTh KOHBEp-
TeHIUN). XapaKTepHbIM PU3HAKOM SBISETCS
BBIPQKEHHOE B PA3IMYHON CTETICHN CHIDKEHHUE
uHTtemekTa [3, 4]. PernponykruBHas QyHKIHUS
y JaHHBIX MAEHTOB HE HApYIICHA.
['ucronornyeckn BBIABISIIOTCS — JIeTEHE-
paTHBHBIE TOPaXXCHHUS KIETOK KOPBI U SAEp
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MO3KEUKa, CIIUHOLIEPEOSIISIPHBIX MyTel B 00-
KOBBIX KaHATWKax CIMHHOTO MO3ra, B sApax
MOCTa MO3Ta U MPOJIOJITOBATOTO MO3Ta.

BonpmMHCTBO ~ aBTOPOB  MOMYEPKUBAET,
9TO KIWHUYECKas muddepeHnmnanuss MHOTHX
CIUHOIEPEOCIUISIPHBIX ATAKCHI MPAKTHUYCCKH
HEBO3MOXKHA, HO30JIOTHYECKAs MPUHAJIJICK-
HOCTh MOXET OBbITh YCTaHOBJICHA TOJBKO IMPH
aTOMOP(OJIOTHUECKOM HCCIIEOBAaHIH BCEX
CTPYKTYp CTBOJIa TOJIOBHOTO MO3Ta, MO3)Ked-
Ka, CIIMHHOTO Mo3Ta. Cpeau ONMMCAHHBIX (POpM
3a00JIeBaHMsI UMEETCSl OOJBINOE KOJIUIECTBO
TaKHUX, KOTOPbIC HAOIIONAIKNChH JIUIIb B OAHOMN
WM HECKOJIbKUX CeMbsiX. CHMIITOMATHKa WX
CYHIECTBEHHO OTJIMYAETCS OT KJIACCHUYECKUX
(hopMm u 0O0yciOBIIEHa, CKOpee BCEro, OpPHTrH-
HaJbHBIMHU MyTanusMu [ 1-4].

JUIMTENIBHOCTh TEUEHHUsI 3a00JICBaHUs TI0-
CJIe BO3HHMKHOBEHHS TIEPBBIX CHMIITOMOB CO-
ctaBisieT B cpenueM 10-15 ner. Jleuenue cum-
NITOMaTHYeCKOe, TPOBOIUTCS 2—3 pa3a B TOf:
BHTaMUHBI TPyMIbel B, HOOTpombl, JreueOHast
dbm3kynasTypa, Maccax [1, 2].

[Nocnemyromee HaKOIUIGHUE JAHHBIX, OCO-
OeHHO TIpY TAaTOMOP(OIOTUUECKUX HCCIIENIOBa-
HUSIX, TIPUBEJIO K TOMY, YTO B HACTOSIIEE BPEMs
OOMNBIIIMHCTBO ABTOPOB CYUTAIOT MOIKEUKOBYFO
arakcuto IIbepa Mapu He OTHENbHOW HO30II0-
rdeckoit opmoii, a cuHmpoMoM [1-4]. Dtum
CHHIIPOMOM OOBEIUHSETCSI TPYTITa 3a00JICBAHMIA,
KyIa BKJIIOYAlOT —OJIMBOIIOHTOLIEPEOEILIAPHYIO
arpoduro HaCcJIeICTBEHHOTO XapakTepa (Tut MeH-
LeTst),  OJIMBOTIOHTOIIEPEOCIUISIPHYO0 — arpoduro
criopaanaeckyro (/lexepraa — Toma), onmBorie-
pebeTIpHyI0 arpodHIo (THIT X0JIMCa), TIO3THIOI
KOPTHKAJIbHYIO0 MO3KEUKOBYIO arpoduto Mapu —
dya — AnaxyaHuHa, OJUBOPYOpolepeOeIsip-
Hyto arpoduto Jlesxxonna — Jlepmurra.

Crnemyer OTMETUTh, YTO KIIMHUYECKAs CUM-
NITOMaTHKa TPU BCEX ITHUX 3a00JEBAHUAX IO-
BOJIBHO OJTH3Ka, TapaKIIMHIYECKIE METO/IBI HC-
CJIe/IOBaHUsl MajouH(OpPMAaTUBHBL. Pa3nuuuth
MO3KEUYKOBbIC aTpo(uu C JTOCTOBEPHOCTHIO
MOKHO TOJIBKO C TIOMOIIBIO TUCTOJIOTHYECKUX
HUCCJIENOBAHUH.

YuuTbiBas penkocTh U (PparMeHTAPHOCTh
OTHCaHus B O0IIEAOCTYITHOM JTUTEpaType 0co-
OeHHOCTEeH TedeHUs OepeMEHHOCTH U POJIOB
IIpH JIaHHOM 3a00JICBaHKH, HAIIIe HAOJIOICHUE
MIPEJICTABIISCT OIPE/ICIICHHBIA UHTEPEC.

Leab nanHoii padoThI — OnMcaTh 0COOCH-
HOCTH T€YECHHUSI OEPEMEHHOCTH 1 POJIOB y HECO-
BEPIIIEHHOJIETHEN MAIMEHTKH C MTO03PEHUEM
Ha HACJIC/ICTBCHHYIO MO3)KCUKOBYIO aTaKCHIO
[Trepa Mapu 1 nonbITarbesi BepupUIUpPOBATH
JIMAarHo3 Npu OEPEMEHHOCTH MOJICKYIISIPHO-Te-
HETUYECKHUMH METOIaMHU.

MarepuaJjibl 4 METOAbI UCCJIETOBAHUS

MeToIOM ~ CEKBEHHPOBAHHsS HOBOTO  MOKOJCHHUS
(NGS) na anmapare «HiSeq 2500» («illumina», CILA)

MPOBEJICHO HCCIICIOBAaHUE KOJUPYIOLIMX PErHOHOB Te-
HOB, BKJIIOUEHHBIX B maHensb «HelponereHepaTuBHble
3a00JIEBaHU.

Marepuanom Uil aHanM3a CIIyXXWia nepudepude-
cKast KpOBb. MeToJ1 CeKBEHHPOBAHNSI HOBOTO TIOKOJICHHS
(NGS) na anmapare «HiSeq 2500» («illuminay, CIIIA)
MpeICTaBIsIET cOOOI ONpe/ieNIeHNne TOYHOTO MOPsIKa Hy-
KJIEOTH/IOB KOJMPYIOIINX PETMOHOB IreHOB. /IaHHbIH aHa-
JIM3 HE BKJIIOYAET B ce0sl MCCIIE0BAaHNE HEKOTUPYIOIIHX
PETHOHOB, XPOMOCOMHBIX MEPECTPOEK (TPaHCIOKAIHH,
TeNelnid, TyTUTHKAIiA, HHBepcuil Oonee 30 map Hykieo-
THJIOB), TIOJHIUIONANH, aHIYIUIONANH, MO3anuIu3Ma, My-
tauuii B GC-0oraTeIX yyacTkax.

Brinenenue spepuoii JJHK mpoBoxmnu B cooTBeT-
CTBHUH C METOAMKOM, MPUBEICHHON B pyKkoBoacTBe CoM-
opyka [5].

Konuenrpauuto JIHK  ounenuBanu, wucnonb3ys
crektpodoromerp («Nanodrop», «Termo Scientificy,
CILA) mpu u3MepeHnH ONTUIECKON TIIOTHOCTH Tipu 260
u 280 uM. Cunranu, yto BeigenenHoe JJHK Beicokoro ka-
yecTBa, eciu oTHomenne A260/A280 6buto > 1,8. JIHK
xpauuiu B Oydepe TE npu +4 °C.

Bubnuorexu sx3omuont JIHK roroBunu u3 100 Hr
renomuoil JIHK ¢ wmcnonms3oBanmem Habopa Illumina®
TruSeq® Exome Library Prep kit (Illumina, Inc., CIIIA).
VnbrpasBykoByio ¢parmentanuio JJHK ocymiecTsisiiu
Ha mpudope M-220 (Covaris, CIIIA). Bee mpouemyps
npoBoaMiM coriacHo npotokoiy TruSeq Exome Library
Prep Reference Guide (moxyment Ne 15059911 vOl1,
2015, Ilumina, Inc., CIIIA). TTapHOKOHIIEBOE CEKBEHH-
poBanme B pexkume 2x100 ocymiecTBIsI Ha MpHOOpE
HiSeq 2500 ¢ ucnonezoBanuem HabopoB HiSeq® Rapid
PE Cluster Kit v2 u HiSeq® Rapid SBS Kit v2 (Illumina,
Inc., CLIA).

O0paboTka pe3ylIbTaTOB CEKBEHUPOBAHMS 00pa3IoB
JIHK npousBoaunack Ipu MOMOIIY NPOrpaMMHBIX Ia-
ketoB bwa (http://bio-bwa.sourceforge.net/) u Genome
Analysis  ToolKit (https://software.broadinstitute.org/
gatk/). AHHOTaMs TPOW3BOAMIACH NPU TIOMOIIN Oa3bl
dbNSFP (https://sites.google.com/site/jpopgen/dbNSFP),
¢ ucnons3oBanreM nporpamm SnpEff u SnpSift (http://
snpeff.sourceforge.net/). @unbTpaiys U UHTEPHIPETALHS
BapHAHTOB TIPOM3BOJAMIACH TPH IOMOIIN IPOTPAMMEI
SNV Viewer (http://genome.ifmo.ru/snvviewer/).

Cnucok reHoB, BKJIIOUEHHBIX B naHenb «Heipone-
reHeparuBHble 3a0oneBanus»: AARS, AARS2, ABCB7,
ABCDI, ABHD12, ACADY, ACADM, ACADS, ACADVL,
ACO2, ACTB, ACTGI, ADAMTSL2, ADAR, ADCKS3,
ADCYS5, ADGRGI, AFG3L2, AGA, AGK, AHII, AIFM1,
AIMPI, AIRE, AKT3, ALAS2, ALDHI8A41, ALDH3A2,
ALGI1, ALGI1I, ALGI2, ALG3, ALG6, ALGS, ALS2,
AMACR, AMPDI, AMPD2, ANG, ANOI10, ANOS3,
ANTXR2, AP1S2, AP4Bl, AP4El, AP4MI, AP4SI,
AP5Z1, APOE, APP, APTX, ARFGEF2, ARGI, ARLI3B,
ARLG6IP1, ARSA, ARSB, ARX, ASAHI, ASCLI, ASPA,
ASPM, ATCAY, ATL1, ATM, ATN1, ATP1342, ATPI1A3,
ATPSE, ATP6AP2, ATP7A, ATP7B, ATP8A2, ATPAF?2,
ATR, ATRX, ATXNI1, ATXN10, ATXN2, ATXN3, ATXN7,
AUH, B3GALNT2, B4GALNTI, B4GAT1, B9DI1, B9D2,
BCAP31, BCSIL, BDNF, BEANI, BESTI, BICD2,
BOLA3, BRAF, BSCL2, BTD, BUB1B, C100rf2, C120rf65,
C19orfl2, CSorf42, C9orf72, CA2, CAS, CACNAIA,
CACNAIB, CACNB4, CASC5, CASK, CC2D24,
CCDCS88C, CCM2, CCTS5, CDK5SRAP2, CDON, CENPJ,
CEP135, CEP290, CEP41, CEP63, CHCHD10, CHKB,
CHMPIA, CHMP2B, CISD2, CLCN2, CLN3, CLNS,
CLN6, CLNS, COAS5, COASY, COL11A2, COLI8A1,
COL241, COL4A1, COL643, COMT, COQ2, COQ¢,
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COQY9, COXI10, COXI14, COXI5 COX20, COX4I2,
COX6B1, CP, CPTIA, CPTIC, CPT2, CRAT, CSFIR,
CSPP1, CSTB, CTNS, CTSA, CTSC, CTSD, CTSF,
CTSK, CYP2741, CYP2UI, CYP7B1, D2HGDH, DARS,
DARS2, DCAF17, DCHSI, DCINI, DCX, DDB2,
DDHDI, DDHD2, DGUOK, DHCR24, DHCR7, DLAT,
DLD, DNAJB2, DNAJC19, DNAJCS, DNAJC6, DNMIL,
DNMTI, DPAGTI, DYM, EARS2, ECEl, EDN3, EEF2,
EFTUD2, EIF24K3, EIF2B1, EIF2B2, EIF2B3, EIF2B4,
EIF2B5, EIF4G1, ELOVL4, ELOVLS, EMX2, ENTPDI,
EPM24, ERBB4, ERCC2, ERCC3, ERCC4, ERCCS,
ERCC6, ERCCS, ERLIN2, ETFA, ETFB, ETFDH,
ETHEI, EXOSC3, EZH2, FA2H, FAMI126A4, FAM134B,
FARS2, FASTKD?2, FAT4, FBXO038, FBXO7, FGFI4,
FGF8, FGFR3, FH, FIG4, FKRP, FKTN, FLNA,
FLVCRI, FOLRI, FOXREDI, FTL, FUCAI, FUS, FXN,
GAA, GADI, GALC, GALNS, GAN, GARS, GATA3, GBA,
GBA2, GBEI, GCDH, GCHI, GCLC, GDAP1, GDNF,
GFAP, GFER, GFM1, GJBI, GJC2, GLA, GLBI, GLI2,
GLI3, GM24, GMPPB, GNAL, GNAQ, GNE, GNPTAB,
GNPTG, GNS, GOSR2, GPC3, GRID2, GRN, GUSB,
HADH, HARS2, HEPACAM, HEXA, HEXB, HGSNAT,
HNRNPAI, HNRNPA2BI, HPRTI, HRAS, HSD17B4,
HSPBI, HSPB3, HSPBS, HSPD1, HTRAI, HTRA2, HTT,
HYALI, IBA57, IDS, IDUA, IER3IPI, IFIHI, IGHMBP2,
INPPSE, ISCU, ISPD, ITM2B, ITPRI, JPH3, KANKI,
KARS, KCNAI, KCNC3, KCND3, KCNJ10, KCNMA1I,
KCTD17, KCTD7, KIAA0196, RUBCN, KIF11, KIFIA,
KIFIC, KIF24, KIF54, KIF5C, KIF7, KMT2D, KRITI,
LICAM, L2ZHGDH, LAMA2, LAMC3, LAMP2, LARGE,
LIAS, LIPA, LMNBI, LRPPRC, LRRK2, LYST, MAG,
MAPT, MARS, MARS2, MATR3, MBDS5, MCOLNI,
MCPHI, MECP2, MEDI12, MEDI17, MEF2C, MFN2,
MFSDS, MGAT2, MGMEI, MKS1, MLCI, MPI, MPV17,
MREIIA, MRPS16, MRPS22, MSMOI, MTFMT,
MTHFR, MTO1, MTPAP, MTTP, NAGA, NAGLU, NDE1,
NDUFAI, NDUFA10, NDUFA1l, NDUFA12, NDUFAI3,
NDUFA2, NDUFA9, NDUFAF1, NDUFAF2, NDUFAF3,
NDUFAF4, NDUFAFS5, NDUFAF6, NDUFB3, NDUFB9Y,
NDUFSI, NDUFS2, NDUFS3, NDUFS4, NDUFS6,
NDUFS7, NDUFS8, NDUFV1, NDUFV2, NEFH, NEUI,
NFIX, NFUI, NHEJI, NHLRCI, NIN, NIPAl, NKX2-1,
NOP56, NOTCH3, NPC1, NPC2, NPHP1, NPHP3, NSD1,
NT5C2, NUBPL, OCLN, OFDI, OPAI, OPA3, OPHNI,
OPTN, PAFAHIBI, PANK2, PARK?2, PARK7, PAX6, PC,
PCNT, PDCDI10, PDGFB, PDGFRB, PDHAI, PDHB,
PDHX, PDP1, PDSS1, PDSS2, PDYN, PEXI, PEXIO0,
PEXI11B, PEX12, PEX13, PEX14, PEX16, PEX19, PEX2,
PEX26, PEX3, PEX5, PEX6, PEX7, PFNI, PGAPI,
PHOX24, PHOX2B, PHYH, PIGA, PIGN, PIK3CA,
PIK3R2, PIK3R5, PINKI, PLA2G6, PLEKHGS, PLPI,
PMM?2, PNKD, PNKP, PNPLA6, PNPT1, POLG, POLG?2,
POLH, POLR3A, POLR3B, POMGNTI, POMGNT?2,
POMK, POMTI, POMT2, PPP2R2B, PPTI, POBPI,
PRICKLEI, PRKCG, PRKRA, PRNP, PRPH, PRPH?2,
PRRT2, PSAP, PSEN1, PSEN2, PTCHI, PTEN, PTPN1],
PUSI, QDPR, RABIS, RAB3GAPI, RAB3GAP2,
RAF1, RAII, RARS2, REEPI, REEP2, RELN, RET
RFTI, RMNDI, RNASEH2A, RNASEH2B, RNASEH2C,
RNASET2, RPGRIPIL, RRM2B, RTN2, RTTN, SACS,
SAMHD1, SARS2, SCARB2, SCO1, SCO2, SCP2, SDHA,
SDHAF1, SDHAF2, SDHB, SDHC, SDHD, SEPSECS,
SERACI, SETX, SGCE, SGSH, SHH, SIGMARI, SILI,
SIX3, SLCI1642, SLCI745, SLCI9A42, SLCI1943,
SLCIA3, SLC20A42, SLC2245, SLC25412, SLC25A135,
SLC25A419, SLC25420, SLC2543, SLC25438, SLC25A44,
SLC241, SLC30A410, SLC33A41, SLC542, SLC5A47,
SLC6A43, SLC6AS, SMPDI, SNAP29, SNCA, SODI,

SORLI, SOX10, SPAST, SPG11, SPG20, SPG21, SPG7,
SPR, SPTBN2, SOSTMI, SRD5A3, SRPX2, STAMBP,
STIL, STUBI, SUCLA2, SUCLGI, SUMFI, SURFI,
SYNEI, SYNJI, SYTI4, TACOI, TAFI, TARDBP.
TAZ TBCID20, TBP, TCF4, TCTNI, TCTN2, TDPI,
TECPR2, TFG, TGIF1, TGM6, TH, THAPI, TIMMSA,
TK2, TMEMI1264, TMEM138, TMEMI165, TMEM2I6,
TMEM?231, TMEM237, TMEMS, TMEM67, TMEM70,
TORIA, TPK1, TPP1, TREM2, TREXI, TRMU, TRPVA4,
TSCI, TSC2, TSEN2, TSEN34, TSEN54, TSFM, TTBK2,
TTC19, TTC21B, TTPA, TUBAIA, TUBAS, TUBB2B,
TUBB3, TUBB4A4, TUBG1, TUBGCP6, TUFM, TUSC3,
TYMP, TYROBP, UBAI, UBE3A, UBQLN2, UQCRB,
UQCRC2, UQCRQ, VAMPI, VAPB, VCP. VEGFA,
VLDLR, VPSI34, VPSI3B, VPS35, VPS374, VRKI,
WDR45, WDR62, WFSI, WWOX, XK, XPA, XPC,
XPNPEP3, YARS2, ZEB2, ZFYVE26, ZFYVE27, ZIC2,
ZNF335, ZNF423.

Pe3ym>TaT1,1 HCCJIeJ0OBaHUSA
H UX 00Cy:KIeHne

ITarmmenTka HI.J.A., 16 ner, mocrymmia
B CITI6I'bY3 «Poaunbabiii ;oM Ne 10» (TaBHbIH
Bpau — k.M.H. JL.A. MBanosa) 22.08.2013 rona.
JKano6 nHe mpembsBiser. llleBenenue rmmiona
omrymaer xopowo. B anamuese — OPBU, co-
TpsiceHue rojgoBHOro Mo3ra B 2010 r. Amnepru-
YECKHE PeaKINy OTPHIIACT.

VY 6alymiku 1Mo MaTrepuHCKOW JTMHHUHU, Ma-
TEpH, JIAH 110 MAaTCPUHCKOHN JIMHUW — HACIIE/I-
CTBEHHast MO3XKeuKkoBas atakcus [Ipepa Mapu.
JlaHHBIN AMaTHO3 B CeMbe BIEpBbIe ObLT ycTa-
HOBIICH B 1991 romy, korma 6a0yIka manenT-
KM 110 MaTEPUHCKOW JIMHUW ObLIa TOCIUTAJIU-
3upoBaHa B BOCHHO-MEIUIIMHCKYIO aKaJIeMUEO
um. C.M. Kuposa (Canxrt-IlerepOypr) c xa-
no0amMu Ha Ci1aboCTh, OOIIYI0 CKOBAaHHOCTB,
TOJIOBOKPY’KEHHUE, IATKOCTh TpH Xoab0e. [IBo-
fopomHas cecTpa 0aOyIIKu TarkKe cTpamaia
MOJOOHBIMU CUMIITOMaMU. {151 ¥ MaTh Mmanu-
SHTKH OTMEYAIOT y ce0sI TOI0OHBIEC CUMITTOMBI,
OJTHAKO K BpauaM He oO0pamiaiuch (HEIaBHO
MpHeXalii U3 OTAaJCHHBIX PaiioHOB [ py3un).

Mecsunble y mauueHTku ¢ 12 ner, o 5 ye-
pe3 28, perynsapHble, yMepeHHbIe, 0e300JIe3HCH-
ueie. [lomosas xw3Hb ¢ 12 met. ' mHeKomornde-
ckue 3aboneBanus u UIIIIII orpumaer. Kyput
(o 5 curaper B 7icHb). bepeMeHHOCTh TiepBasl.

Ha yuere B KK ¢ 12/13 nenens. OOmas
npubaBka Beca 12 k. unamuka AJ] 100/60 —
120/80 MM. pT. cT. OOIIEKITMHIYECKHIE aHATA3HI
B TIpeiesiax HopMbl. JluHaMuka conepikaHust re-
MornoouHa B kpou — 130—116-121 r/n. OKT —
PUTM CHUHYCOBBII, CHHYCOBast aputmus. [ocru-
tanu3anuu orpuuaet. [pu cpoke 19/20 nenens
MPOBOAMIACE  Tepamusi  ypearnia3MeHHOMH
napexknun (Buibnpoder 1 Tx3 paza B 1eHB
10 mHeit Tutroc cananus Biaaraiwma). [Ipu cpo-
ke 32 neaemn — OPBU, ocTpeblii TpaxeoOpoHXUT
¢ mogbeMoM Temmeparypst 1o 37,5 °C.

[Ipu mocTyruieHuu o0O0IIee COCTOSHUE
YIOBIETBOpHUTENHHOE. KOXKHBIE ITOKPOBHI 1 BH-
JIUMBIE CIIM3UCTHIE OOBIYHON OKPACKH, YHCTHIE.
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UCC 82 B muH. AJ] 120/80 MM pr. cT. YacTora
naeixanuid 18 B munyTy. Ileuens He yBenuueHa,
najbianus Oe3done3HeHHas. Juypes nocra-
TOYHBIN. MaTKa B HOpMalIbHOM TOHYCE, BO30y-
JuMa Ipy najnenanuu. Ta3oBblid KOHEI IJ101a
NpyKaT K BXOMy B Malblil Ta3. Cepauedrnenue
10712 sICHOE, pUTMUYHOE, 136 B MUHYTY. BhI-
JIeTICHHS U3 TIOJIOBBIX ITyTEH CIIM3UCTBHIC.

Brmomaeno Y3U: 1 xuBoM IJIOL B CMe-
[IAaHHOM  SITOMYHO-HOXXHOM  TIpeJIeKaHNH,
COOTBETCTBYET CpOKy 35/36 Hemenb (CpOK IO
menses — 37 Helleb), OKOJIOTUIONHBIC BOIBI —
HOpManbHOE KonmmdecTBO (AU 15,8 cm), mna-
LEHTa [0 TpepenHeil CTeHKe, aojbyarasi,
C MHOXECTBEHHBIMHU KalIbI[MHATAMU, TOJIIH-
HoM 38 MM, 3 crenenu 3penocty no Grannum.
JommiepoMerpust KpPOBOTOKOB B CHCTEME
Marh — IUIAlEHTa — IJI0/: HapYIICHHH TeMo-
JUHAMUKU He BbIsBIeHO. Kapanorokorpadus
B JIMHAMUKE: HApyUICHUH (QyHKIIMOHAIBHOTO
COCTOSIHHSA TIJIO/Ia HE BBISBIICHO.

Jus BeIOOpa TaKTHKHA POIOpa3pEIICHUS
MaIeHTKa ObUTa TPOKOHCYIETHPOBAHA HEBPO-
JIOTOM, TMPU3HAKOB HEBPOJIOTHYECKOTO jedu-
1Ta He BBISIBIEHO. Prck nedrora 3a00meBaHus
y NAIUCHTKH OJMHAKOBO IMOBBIIIEH KaK TOCIIE
€CTECTBEHHBIX POJIOB, TaK U IMOCJE Poopaspe-
IICHUS ITyTEM OTIepaIiy KecapeBa CeueHusl.

YunuTeiBas STOAWYHO-HOXKHOE TIpeJIeKa-
HHE I10/1a, OBUIO IPHHSTO PEICHHE O PO0pa3-
peleHnr OepeMEeHHOM Iy TeM OTepalii Kecape-
Ba ceueHus B miaHoBoM nopsake. 03.09.2013 .
npu cpoke OepemenHoctH 38/39 Henmens, ObLIO
MIPOBEIeHO upeBocedeHue 1o lpanneHmTIIIO,
KecapeBO Ce4YeHHEe B HIDKHEM CETMEHTE Mar-
ku. Pomunacek neBouka, maccoit 2730, poctom
48 cM, ¢ o1eHKOH Mo mKane Anrap 8/9 6aos.
Kposomnoteps cocraBuna 700 mi. Ilocneonepa-
IUOHHBIN TIEPHOJT MPOTEKal 0e3 OCIOKHEHUH.
Brimmcana Ha 7 cyTKH C peOSHKOM.

I'mcTonornueckoe ucciea0BaHNe MOCIena;
TUTAI[CHTa KOMIIEHCHPOBAHA.

Bo Bpems OepemeHHOCTH HamH Oblia
MIPEIPUHSTA TOMBITKA BepU(DUIIMPOBATH Ha-
THO3 HACJIEZICTBEHHOW MO3KEYKOBOW aTaKCHUU
IIbepa Mapu MOJEKyASIPHO-F€HETUYECKUMU
Metomamu. OfHAKO TO pe3yabTaraM T'eHETH-

YECKOT0 CEKBEHUPOBAHMSI HOBOTO TMOKOJICHUS
(NGS) 3HauMMBIX HM3MEHEHUH B KOJIUPYIO-
IIUX PEerruoHaX T'eHOB, BKIFOYCHHBIX B TaHEIh
«HetiponerenepatuBHble 3a00JIeBaHU», HE
00HapYKEHO.

B npanpHelnieM mnanueHTKa HaxXogWIach
T0J] HAIIIMM HAOJIO/ICHUEM B TCUCHHE TPEX JICT
MOCJIC POZIOB, KOHCYJIBTHPOBAIACH HEBPOJIOTOM
JIBAXKIIBI B TOJI, MPU3HAKOB HEBPOJIOTUYECKOTO
nedunmTa BEISIBICHO HE OBLITO.

3aKJIoueHue

HacnenctBenHass MoO3KeykoBasi aTakCHs
IIeepa Mapu — 310 3aboneBaHue (2 MOXKET
ObITh — Tpynmna 3a0oJIeBaHHI), XapaKTepH3Yy-
roleecsl pa3HOOOpa3HOM CUMITOMATHKON, U
3a4aCTYI0 B HEBPOJIOTUYECKON MPAKTUKE OKOH-
YaTeJIbHBIN UarHO3 BBI3BIBACT ONpEACIICHHBIE
3arpynHenns. Hama mombiTka Bepudummpo-
BaTh JMAarHo3 Mpu OEPEMEHHOCTH MOJICKYIISIp-
HO-TCHETHYCCKUMH METOJlaMH U OTCYTCTBHE,
M0 pe3yJibTaraM T'€HETHYECKOro CEKBEHUPO-
BaHUsi HOBOro mokoneHust (NGS), 3HAYUMBIX
M3MEHEHW B KOAMPYIOIIUX PETHOHAX TE€HOB,
BKJIIOYEHHBIX B mnaHenb «Helponereneparus-
Hble 3a00JICBaHUsY, HE TIOATBEPHKAALT, HO OT-
HIO/Ib U HE UCKIIFOYACT HAJIMYUE Y MAIUCHTKU
3a00JeBaHMsI U3 YPE3BBIYANHO TOIUMOP(HOI
TPYTIIBI HACTIEICTBEHHBIX aTaKCHIA.

Paboma evinonnena na dase PL] «l{enmp
buobanxy Hayunoeo naprxa CIIOI'Y npu noo-
Oeporcke epanma PH® Ne 14-50-00069.
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