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ﬂpl/lBO,D,l/ITCFI KINTMHUKO-reHeTn4eckoe onncaHme 1 aHanuns cy4vas 4aCTU4HOM TPpNCoOMnm Zq Yy AeBO4KM B BO3pacTe 2,5 mecsLes,
pO)K,EI,eHHOl;I Ha (hOHe OTAroLLEHHOro Te4eHus 6epeMeHHOCTI/I. Y naumeHTKM OTMEeYatoTCA MHOXECTBEHHbIE MKPOaHOMaun pas-
BUTVA U JJ,I/ICMOp(bI/IVI. ConocTaBneHve HabogaeMbIX KIMHUYECKNX MPM3HAKOB C JINTePaTypHbIM OncaHnemM noao0HbIX ay-
HaeB MNOo3BOSIdeT NpeanosioXnTb BeayLLyto posb XpOMOCOMHOI;I aHomManmn B CpOpMVIpOBaHVIVI rnaTonornn.
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YacTuyHas Tpucomums 2q.
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CLINICAL AND GENETIC DESCRIPTION AND ANALYSIS OF CASE PARTIAL TRISOMY 2q

We present the clinical genetic description and analysis of the case partial trisomy 2q, a girl of 2,5 months, born in the back-
ground of aggravated pregnancy. The patient demonstrated multiple development microanomalies and dysmorphia. Compa-
rison of the observed clinical signs with a literary description of such cases suggests a leading role of chromosomal abnorma-

lity in the formation of pathology.
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UTOTEHETHYECKUT aHATN3, CIOJb3yeMbIil B Me-
JUIITHCKON MPaKTUKE, B PS/Ie CAYyUAeB OCTAETCS
e/ITHCTBEHHBIM CIIOCOGOM BbISICHEHUS TPUYUH
BO3HUKHOBEHNS AaHOMAJIAI PA3BUTUS Y HOBOPOKIEHHDBIX.
Hab6mogaeMast KIMHUYECKAs] KAPTHHA MOYKeT ObITh Kak
cJIecTBIEM HEGIATOIOyYHOTO TedeHus 6epeMeHHOCTH,
TaK M HACJE/CTBEHHBIX HAPYIIEHUN, W OIEHUTb BJIMSI-
HUe HACJIe[CTBEHHOTO KOMIIOHEHTA MOMOTAIOT COBPEMEH-
HbIe TeHeTHYeCKIe TeCThl, BKJIIOYas IINTOTEeHETIYECKOe
uccrenoBanme. [Ipn o6HAPYKEHNT XPOMOCOMHON aHO-
MaJIIW TTPOBOJINTCST PA3BEPHYTOE MEINKO-TEHETHIECKOe
00CJ/IeIOBaHNEe WIEHOB CEMbHU, YTO TIO3BOJISIET YCTAHOBUTD
Hocureist abeppalui Wik OMICaTh JaHHOe COObITHE KaK
myTanuio de novo. ITo pesyibraram ceMeiiHOTO 06CTe-
JIOBaHUST MOXKHO OTIEHUTb PUCK TOBTOPHOTO POKIEHUS
JieTell ¢ TeHeTHUeCKUMU HaPYIIeHSIMH.
3auactyio OGHAPYIKEHIE CEMEITHOTO HOCUTENbCTBA
XPOMOCOMHBIX aHOMAJIHIT BIIEPBbIe TIPOUCXOUT UMEHHO
B pe3yJbTaTe TeHeTHYeCKOTO 06CTIeTOBAHUS HOBOPOXK-
JIEHHBIX € TTOPOKAMW PA3BUTHUS WJIN MPU U3YUE€HUH TIPU-
YUH PENPOAYKTUBHBIX HAPYIIEHUN y 3I0POBBIX B OC-
TaJbHBIX acleKTaX cynpyros. [1o HEKOTOPBIM JTaHHBIM,
gacToTa COATAHCHPOBAHHBIX XPOMOCOMHBIX HAPYIIEHNUIT
y YeloBeKa, OTBETCTBEHHBIX 32 (DOPMUPOBAHIE AHOMATTb-
HBIX rameT, MoxkeT pocturatb 1 : 500, mpu aTOM HOCH-
TeTh abeppalini, Kak MPaBujIo, He UMeeT crernududec-
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KIX KJIMHITYeCKUX 9epT. C yueToM 3T0T0, CTAaHOBUTCS O4e-
BU/IHBIM CYLIECTBEHHDIII BKJIa/| HUTOTeHeTHUeCKOro aHa-
JIN32a B BBINOJIHEHNE 33/ia4 MENKO-TEHEeTUYECKON CITy K-
Obr [1].

ITpuBoauMbBIT HaMU C/Iydail JeMOHCTPUPYeT allOPUTM
ME/IMKO-TEHETUYECKOTO aHaIN3a ITPU CEMEITHOM HOCUTEJIhC-
TBE XPOMOCOMHOIl aHOMaJIUU.

ONMNCAHNE CJITYHAA

B memuko-renermueckoit koncyabtaimm [AY 3 KOKB
Habmoanach marmentka I, Bo3pactoM 2,5 Mecsiia. Pox-
JleHa oT 7-11 6epeMeHHOCTH, 3-X PoJ0oB Ha (poHe HOCH-
TEbCTBA MaTEPhIO BUPYyCa MPOCTOTO Tepreca, uToMe-
raJIOBUPYCa, XPOHUIECKOIT HUKOTUHOBOI WHTOKCUKAIINH,
XPOHUYECKOIT (DeTOITAlleHTAPHOI HEJJOCTATOUHOCTH, XPO-
HUYECKOU TUIIOKCUU IJI0/1a, MHOTOBOHsI. Pojbl B Cpo-
ke 39-40 nepmenp, Gasn o Anrap — 7/8, Bec — 3240 T,
juimHa tesa — 50 oM.

HacieicTBEHHOCTD 11O BPOKIEHHON MATOJOTUU CO
CTOPOHBI 0TI He oTsiroiiena. Crapiinii 6par, CBOJAHBIN
0 OTITy, 30POB. [/IBOIOpPOIHAS TETSI CO CTOPOHBI MaTepu
UMeeT YMCTBEHHYIO OTCTAJOCTb HEYCTAHOBJIEHHOI TIPH-
PO/ibl, 3TO €/INHCTBEHHDbIN N3BECTHBIN ciy4ail B pooc-
JoBHO#. Crapmas cecTpa n 6pat, CBOJHBIE IO MaTepH,
3/I0POBBI.

IIpu poskaeHUN y [€BOYKHU BBISIBIEHO ITOPaKEHUE
IHHC cMmemanHOTO TeHe3a 2-i CTEIeHr, OTMEUeHa I'i-
norpodust 1 cremeru. Y MaueHTKNA YCTAHOBIEHO BHYT-
puyTpoGHOe HHMUINPOBAHIE CMENTAHHOM OaKTePUaIb-
HO-BUPYCHOH aTnotornn (MUKOILIa3MO3-yPearniasMos B
COYETaHNM C BUPYCOM MPOCTOTO TePIeca) ¢ MopakeHneM
JIETKUX ¥ ToJ0BHOrO Mosra (snmedasnr). B gomonme-
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HUE K 9TOMY HaOJI0a1ach MOCTTUTIOKCUIECKasi Kap/ -
OnaTvs W Majble aHOMAaJINKM pasBuTHs cepana (OTKpbI-
TOE OBAJbHOE OKHO, OTKPBITHIN apTepUaIbHbIN IIPOTOK,
anoMambHas xopaa). Ha moment o6pamennst y T. otme-
YA 9acTOe CPBITUBAHWE, CTYJ ABAXK/IBI B JI€HD, KaIlll-
1ieo6pasubiii. [Ipu 3TOM KUBOT MATKHH, 6€360/1e3HEHHBII.

[Tpu ocMOTpe BpauoM-TEHETUKOM YCTAHOBJIEHO HeC-
KOJIBKO JUCTIPOTIOPITHOHAIBHOE TETOCTOKEHTE 32 CUET
YKOPOUEHHS BEPXHUX W HIDKHIX KOHEUHOCTEN, MHOMKEC-
TBEHHbIE MIKPOAHOMAJNH Pa3BUTHSA. [0J0Ba JOMMXOIE-
dampnoit popmbr. KopoTkas 1rest, HU3KO PacmooKeH-
HbIe YIIHbIe PAKOBUHBI. JIHieBbie tucMopdun BKIIOIAIOT
VJIMHEHHBIH (DUIBTP, TOHKYIO BEPXHIOW TGy, KOPOT-
KYIO Y3[I€UKY SI3bIKa, TOTHYeCKOe HeGO, pacIInpeHHbIi
KOHYHK HOCA, THIOILIA3UIO HIDKHEH yemoct. OTMeueH
IMAHO3 HOCOTYOGHOTO TPEYTOJbHUKA.

Co cTOpOHBI KOHEYHOCTEH — KOCOIANOCTDb CI€BA, BHI-
COKOE€ CTOSTHUE 2-TO TAJIbIIa TI0 CPABHEHUIO C OCTATHHbI-
MM, THTIEPTOHYC BEPXHUX KOHEUHOCTE, TIIeUr MPUTIOTHS-
TbI€, KUCTU C3KAThl B KYJIAUKH C TPUBEIeHNEM GOJIBIIOTO
nasbiia. ViMeercst monepednast JiaoHHast 60Po3/a.

YcTanoBseHHbIe MUKPOAHOMAJIUHT PA3BUTUS W JIHC-
MopdUH MOTYT OBITH CIEACTBUEM KaK OTATOIMIEHHOTO TIe-
PUHATATHHOTO aHaMHe3a, TaK U XPOMOCOMHBIX abeppa-
nuii. C yuerom aroro, nanuentke I'. Oblia HazHavyeHa
poIelypa IMUTOTeHETUYeCKOTO nccaeoBanns. Bee ma-
HUIYJISAIUE ¢ OMOJIOTHYECKUM MATEPUAJIOM U TIOCJIEY-
TOINI IINTOTeHETHYeCKNi aHaan3 BbImoaHeHbl B MI'K
I'AY3 KOKB. O6pasiip! 11e/16HOI BEHO3HOI KPOBHU 06C-
Jie;lyeMolt Ky TbTUBUPOBAIUCH B aCENITHUYECKUX YCJIOBU-
SIX B TeueHwe 72 4acoB B TUTATENbHON cpefie, cofepKa-
meii RPMI ¢ go6aBiieHneM sMOPUOHAIBHON TeJIsTIbeil
CBIBOPOTKH, (DUTOTEMATTTIOTHHIHA B KaueCTBE MUTOTE-
Ha u aHTnOMotnka renramununa [2]. Iluroremermuec-
KHe TpenapaThl TOTOBUJINCH W aHATU3UPOBATICH B CO-
OTBETCTBUU C JIeHICTBYIOMUMHI TpaBuiaamu [3].

AHanmu3 KapuoTHUIia MAIMeHTKH C UCTOJb30BAHUEM
GTG-63H/1HTa TO3BOJIII BbISIBUTH HAJIWUNE JOMOJIHI-
TEJTHHOTO XPOMOCOMHOTO MaTepuajia HeM3BECTHOTO MPO-
MCXOXK/IEHMS Ha KOPOTKOM TLiede XpoMocoMbl 9. TIpen-
BApUTEIHHO KApUOTHUTI TTPOGAHA MOKeT ObITh 3alMCaH
kax 46,XX,add(9)(p24) (puc. 1).

Ha cremyiomem srane obcienoBanusi I'. ObLIO He-
00X0IUMO YCTAHOBUTDH MPOUCXOKIEHIE [TOTOJTHUTET b
HOTO XPOMOCOMHOTO MaTtepuaja. /[ 9Toro mpoBeieHo
[UTOTEHETHYECKOE MCCIeI0OBAHNE POIUTENEN TIPOOAH/IA.

CBepeHus 06 aBTopax:

CeMeiiHbpiit aHaM3 IOKA3aJ, YTO HOCUTEJIEM XPOMOCOM-
HOI abeppalu siBJsieTcst oTell narmentkn. Ha xoport-
KOM ILJIe4e XPOMOCOMBI 9 y MYy’KUMHBI XOPOIIO BU3ya-
JINBUPYETCS] YUACTOK JVIMHHOTO IIJIe4a XPOMOCOMBI 2 €
paspbiBoM B cermente 33 (puc. 2). Cyas no orcyre-
TBUIO KAKUX-TNO0 KIMHIUYECKNX HAPYIIEHUIT 1 COXPaHe-
HUIO (PEPTHIIBHOCTH, Y MY>KYNHbBI HMEET MeCTO cOamancu-
poBaHHas TpaHcJaOKaIws. B TakoM ciyuae aGeppanTHast
XpPOMOCOMa 2 JI0JIKHA COEPKATh Ha IMHHOM ILjiede
TepMUHATIBHBIN ceTMeHT p24 xpoMocoMbr 9. OgHaKo or-
paumuenust GTG-6aHuHTa He MTO3BOJISIOT OGHAPYKUTD
JIAHHBIH (DparMeHT B CUJTy ero HeOOJIbIIOTo pa3Mepa 1
OTCYTCTBUSI KOHTPACTHOCTH TIPH OKPAIIMBAHNH TPA/UIII-
OHHBIM KpacuTesieM ['um3bl. [List BbIHECEHHST OKOHYATE b
HOTO CYK/IeHHsT TPeGYeTCsl BBICOKOTOUHBII MOJIEKYJISIPHO-
IUTOreHeTHYeCKnii anasi3. Ha ocHoBanun nmpoBeieHHOro
aHasim3a npejBapuTesnbHas GopMysa KapHOTUIIA MYK-
ynnbl 46, XY,1(2;9)(q33;p24), a OKOHUATETbHBIH Kapu-
orun nanmentrn -46, XX, der(9)t(2;9)(q33;p24)pat.

IIpu BbIgBIEHUU ceMeHOro C/Iyuyast HOCUTEAbCTBA
XPOMOCOMHOI abGepparuy repe/ BpayoM-TeHeTHKOM BCer-
Jla BO3HMKAIOT /[Ba BOIPOca. Bo-1iepBbIX, Kakoii mporHos
JKU3HU U 3JI0POBbSI MOKET MMETHh HAlMeHT ¢ OGHapy-
JKEHHOI XpoMocoMHOIT anoMasmeil. C Ipyroii CTOPOHBI,
BaYKHO OIEHUTb U MUHUMH3UPOBATH PHCK MOBTOPHOTO
POKIEHNS JleTeil ¢ XPOMOCOMHBIMU HAPYIIEHUSIMU B HAO-
JojjaeMoil ceMbe.

Ciryyan 9acTHIHON TPUCOMUHN 2( paHee HEOTHOKpAT-
HO ONKCBIBATNUCH B iutepatype. IIpideM, mpoBouInch
HOIBITKH BbIIEJNTD MPOSIBJIEHHS «UUCTOI» TPHCOMHUN
2q (cBsA3aHHbBIE, HAIPUMED, C AYILTUKALUAMU YACTH [JINH-
HOTO II7Ie9a XPOMOCOMBI 2 6e3 JAPYruX N3MeHeHuil B Ka-
PUOTHUIIE) OT «TPAHCJIOKAIMOHHBIX> Bapuantos (Koraa
MOMUMO YaCTUYHONW TPHUCOMHM MMEETCS YaCTUUHAS MO-
HOCOMUST Y4aCTKa KaKoH-T160 XPOMOCOMBI, KaK B HAa0-
JofaeMoM Hamu caydae). OGiee MHEHUE TAKOBO, YTO
(penorunuyuecKkye MPOSIBJAEHUST «UHUCTBIX> TPUCOMUIT 2q
BeCbMa CXOXH € 3(PHEKTOM «TPAHCIOKAINOHHBIX» Ba-
puaHToB. I1pu 5TOM HPOTSIKEHHOCTD 1 JIOKATU3AINST Y-
BOEHHOTO y4yacTKa B IpejesaX XpOMOCOMHOI o6acTu
q33-qter yacto He CKa3bIBAINCH HA OOGIIUX MTPOSIBJIEHN-
SIX aHOMAJIHH.

Pamnee onucanbl /1Ba caydast psMoil AynanKanm
yuaacTtka q33.1-q35, IeMOHCTpHPYIOIINEe BO3MOKHbIE KJIH-
HUYECKUe MPOSIBIEHNs «IUCTOM» Tprcomun 2q. Tak, y
16-u MecsTuHON MaMEeHTKN ObLIa OTMeYeHa 3aJePIKKa
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PucyHok 1
Kapunotun n abeppaHTHasi XpOMOCOMa MaLneHTKN
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TICHXOMOTOPHOTO PAa3BUTHsI, THIIOTOHYST, BPOYK/IEHHBII T10-
POK cep/iia, TPYAHOCTH C TIPUEMOM MUIIH. AHOMAJIIH
yepera BKJoUan Gpaxuiiedalnio n MIOCKHA 3aThIIOK.
VIMemich MHOTOYMCIEHHBIE TUeBble queMopdun (cer-
Ka pacKochle I171aza ¢ JIEBOCTOPOHHE 230Tpornneii, Ma-
JICHbKUIi HOC, MUKPOTHATHSI), BepXHsist TyGa Xapakrep-
Hoit opMbI B Buje «ayka Kymmgonas [4].

B apyroM ucciieoBaHiN aBTOPaM Y/al10Ch HPocJie-
JIUTDH 33 JUHAMUKON Pa3BUTHS HAIIMEHTKU C YKA3aHHOI
XPOMOCOMHOI aHOMaJInell OT POXKAEHUS J0 22-TeTHET0
Bo3pacra. B panneM Bo3pacre Ha0II0/1a7aCh BbIPasKeH-
Hasl 3a/IePyKKa MICUXOMOTOPHOTO PA3BHUTHS, TTAIMEHTKA
CaMOCTOSITE/IBHO CJUIach B 9 MecsIieB, Hauala X0/AnTh
¢ 2 ner. B 4 roma ee Bec cocrasua 17 Kr, AaMHa Tega —
103 cM. Hapymenuii cryxa He ObLIO, HO BHATHAS PEYb
ObLIa pa3BuTa Jumib K 7 rogam. K 9 romam y neBoukn
PasBUJICS CKOJIMO3 TI03BOHOYHMKA, BBU/LY OGOJIbINENl [I/Tn-
HBI JIeBOiT HOTH, 4eM TpaBoii. K 22 rogam manmeHTKa mMe-
na n36prrounsiii Bec (85 kr mpm pocre 160 cm), Tpy6yio
3a/I€PIKKY MHTEJJIEKTYATBHOTO 1 (PU3NIECKOTO PAa3BU-
THs Ha YPOBHE 3->-7eTHero peGenka. K Bospacry 22 jer
MOP(hOJIOrHYECKIEe OTKIOHEHHST BKIIOUAIH HIMKAHT, KJIU-
HOJAKTHUJIMIO 5-TO TTAJIbIla JIEBOW PYKH, MIMPOKKE CTOIIDI,
HIMPOKYIO U MJIOCKYIO HOCOBYIO HIEPETOPOIKY, y/IJTMHEH-
HBIH (PIIIBTP, KOPOTKYIO ITefo. Bepxwsas ry6a B Bujie «JIy-
ka Kymmmonas [5].

PaccmaTpuBast IpOsiBJIEHHST «TPAHCJOKAIIMOHHON »
opMbI TpEICOMUN 2( B COYETAHUN C PYTHMI XPOMOCOM-
HBIME aGeppausiMi MCCJIE[0BATEN OTMEYAH TIOBTOPSI-
€MOCTh HEKOTOPBIX TIPU3HAKOB aHoMasmi. Kak npasuiio,
0GHAPYIKUBAIOTCS AUCTPODUSI, TUIOTOHNS U 3a/J[ePHKKA
MICUXOMOTOPHOTO Pa3BUTHsL. TUITHYHBIMU JIUIIEBBIMU JIUC-
MOPQUAME SABJSIOTCS IMIPOKAST U YIJIOMEHHAST HOCOBAsI

PucyHok 2
KapuroTtun 1 abeppaHTHbIe XPOMOCOMbI OTLLA NaLUEHTKN
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Meperopojka, THIEPTEI0PU3M, MOHTOJON/IHBIH paspes
rJ1a3, MUKPOTHATHUSI, TOTHYECKOe HeGO, CMellleHHbIe YIII-
HbIEe PAKOBHUHBI, TOHKAS W y/JIMHEHHAs BepXHAA ryba. Y
HAIMEeHTOB HAOJIO/IAETCST KOPOTKAsI 11iest, KJIMHOJAKTHIIIS,
aHoMasmu (pasaHT TasbleB. YacTo perncTpupyercs Tphl-
’Ka TINIIEBO/IHOTO OTBEPCTHS AnadparMbl, BCJIECTBHE e~
TO BO3HIKAET TacTpo-330(areasbHbIi pedIioKe, TPYIHOC-
TH € TIPHEMOM THIIH, BILTOTH 0 HEOOXOUMOCTI TTNTAHNS
4epe3 30H. VHOTIa 0TMEYAIOTCST BPOXKICHHDIC AaHOMATII
cepama. IIpn aToM TSXKETIBIX M HECOBMECTUMBIX C SKH3-
HBIO TIOPOKOB PA3BUTHA W AHOMAINI BHYTPEHHUX OpTa-
HOB, KaK TPaBUJIO, He BBIAB/ILIN [6, 7].

OG6006111ast pe3yJibTaThl JUTEPATYPHOTO AaHAIN3A, MO3K-
HO 3aKJIIOYNTD, YTO HAOMIOAeMbIil HAMH CIydail B T[eJI0M
BIIUCBIBAETCSI B PAMKU paHee OuepPUeHHOI KJINHUYECKOIT
KapTUHBI, XapaKTePHOI /7T MAIeHTOB ¢ YaCTHIHOH TPH-
commeit 2q. OTATOMEHHDIH TeprHATAJIbHBIH aHaMHes [
MOT OBITH COIYTCTBYIOIINM, HO HE PEIMIAIOMNNM (HaKTO-
poM Tipn (POPMUPOBAHNT AHOMAJNI Pa3BUTHS.

HocntebeTBO OTIIOM MAMEHTKN COTAHCHPOBAHHOI
TPaHCJIOKAINN SABJIAETCS (PAKTOPOM PUCKA TOBTOPHOTO
POKJICHIS B ceMbe jieTell ¢ XPOMOCOMHBIMI aHOMAJIH-
aMu. B COOTBETCTBUT ¢ 3aKOHAMH HACTIEOBAHNS, JACTD
raMmer My>KUMHbBI OyJIeT cojiepsKaTh abeppaHTHbIE XPO-
MOCOMbBI B HECOQJIAHCUPOBAHHOM COCTOSIHHH, HECYIIHe
PIICK /LI TOTOMCTBA. TeopeTndeckn, OIS TAKUX TaMeT
JOJKHA cocTaBsaTh 50 %. OpHako, Kak GbLIO YCTaHOB-
JIEHO pamee, B CIUTY CTEIH(ITIeCKOTO MPUTSLKEHIS TPaH-

CJIOMMUPOBAHHBIX YYACTKOB W TOMOJIOTUYHBIX PETMOHOB
Ha HOPMaJIbHBIX XpOMOCOMaxX, B Meito3e IIPpOUCXOoaNT
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HeCJTy4YaiiHOe PACXOsK/IEHIE XPOMOCOM, a JOJIsI aHOMAJTb-
HBIX TaMeT MO’KeT MoBbImaThbes [1].

YuuTbiBasi CKa3aHHOE, U B COOTBETCTBUH C JEHCTBY-
OIUMY MEIUIINHCKUMU PETJIAMEHTAMH, [IPU YCTAHOBJIEH-
HOM CEMEHHOM HOCHTEIbCTBE XPOMOCOMHOI aHOMAJIIH
BO BpeMsI TIOCJIEAYIONX GepeMeHHOCTeN MaTh TTPOGaH-
J1a ToJUKHA Oy/IeT TIPOXONTD TIPOIELyPY MPeHATATHHOIT
UHBA3UBHOI IMArHOCTUKYU C TeHETUYECKUM aHAIN30M KJIe-

TOK TIT0Ja. TeXHIYecKre 1 KaipoBble BO3MOXKHOCTH MTK
I'AY 3 KOKD mo3BosioT MOJHOIIEHHO OCYTIeCTBUTD Ta-
KO€ Me/IKO-TEHeTHIeCKOoe CONPOBOXK/ieHne ceMbr. LluTo-
TeHeTHYeCKUi aHaIn3 KJIETOK IUIOa Ha PAaHHUX dTalax
HMOPHOHAJILHOTO PA3BUTHSI TTO3BOJIUT BbISIBUTH I'eHETH-
4yecKn Jie(eKTHDII 110/ U TIOCTaBUTh B N3BECTHOCTD Ce-
MBbIO ISl IPUHATHSA PEIIeHHS O L[eecO00PasHOCTH IIPO-
JO/DKeHNsT 6epeMeHHOCTN.
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Anmaiickuil 2ocydapcmeenoitl MeOUUUHCKUL YHUBepCUMem,

Anmaiickas kpaesas xiunuuecxdas 0emcxas 60abHUUd,
2. bapnayn

POJ1b TEPATEBTVHECKOI'O JIEKAPCTBEHHOIO
MOHWUTOPUHTA B OTTTUMU3 AL
AHTUSMUNEATUYECKOW TEPAMNN

HA TTPUMEPE KITMHNHYECKOT O CJTYHAA

B cTaTbe npeAcTaBneH ciy4an CUMNTOMAaTMHECKON POKaNbHOM 3MNMAEencUn, C NAOXO KOHTPONMPYEMbIMU NPUCTYNaMu, 1 He-
[OCTAaTOYHOM 3PPEKTUBHOCTbIO 6A3MCHON MPOTUBO3NUNENTUYECKOW Tepanun. MNauneHTy Obin NpoBeaeH TepaneBTNYeCcKn ne-
KapCTBEHHbIN MOHUTOPWVIHT, YTO MO3BONNIO BbISIBUTL TOKCUYECKWI YPOBEHb BaNbNpOeBOW KMCIOThI M MPOBECTU KOPPEKLMIO
AHTVBNUNENTUYECKON Tepanun B BUAE CHUXEHWS A03bl BaNbNPOEBOW KNCNOTbI 40 20 Mr/Kr B CYTKW U Ha3HaveHWs BTOPOro
AHTM3NWENTMYECKOrO NpenapaTta HOBOrO MOKOMEHMS NeBeTnpaLeTama B fo3e 125 Mr 2 pasa B CyTKW. Y>Ke Yepes 2 Heflenu oT
Havana neyeHus COCTosHME DONBHOIO YyYLUNNOCE, NOBeAEeHYECKMEe HapyLIEeHNs YMEHbLIUANCE, HacToTa KOMMIEeKCHbIX ho-
KanbHbIX MPUCTYMOB CHU3MNACh BABOE.

KJTFOYEBBIE CJTOBA: TepaneBTmn4ecKui 1ekapCTBeHHbIN MOHUTOPUHI, A€TU, SMNAENCUs, BalbpoeBas KMcoTa.

Volkova Y.V., Sidorenkova N.B., Titova, Z.A., Fefelkina N.S.
Altai State Medical University, Barnaul

THE ROLE OF THERAPEUTIC DRUG MONITORING IN OPTIMIZING
ANTIEPILEPTIC THERAPY ON THE CLINICAL CASE EXAMPLE

The article presents a case of symptomatic focal epilepsy with poorly controlled seizures and lack of efficiency of the basic
antiepileptic therapy. The patient was held therapeutic drug monitoring, which revealed toxic levels of valproic acid and carry
out the correction of antiepileptic therapy in the form of lower doses of valproic acid and 20 mg/kg/day and the appointment
of the second antiepileptic drug levetiracetam new generation at a dose of 125 mg 2 times a day. Within 2 weeks of treatment
the patient’s condition improved, behavioral disorders decreased frequency of complex focal seizures reduced by half.

KEY WORDS: therapeutic drug monitoring, children, epilepsy, valproic acid.

IIUJIEINICUS SIBJISIeTCs PACIIPOCTPAHEHHBIM HEBPO-
JIOTHYECKNM 3a60JIeBaHNeM JeTCKOTO BO3pacTa 1
3aHNMAaeT TPeTbe MeCTO B CTPYKType GoJie3Heil
HepBHOIT crcTeMbl. B Hacrosimee BpeMs mpeo6/1a1aeT Mie-

Jﬂa’rb u %’m Bjﬁwacce

Ne4(63) 2015

HUe, 4TO SIUJIETICUS SIBJISIETCS TSIKEJIBIM, HO TTOTEHIIN-
aJIbHO M3JIeunMbIiM 3a6omeBanneM [1]. OxHako, mpu ot-
CYTCTBHU Tepanuu uin ee Hea(HEKTHBHOCTH STUIEICUST
MPUBOJUT K PA3BUTUIO INYHOCTHBIX U3MEHEHWH, KOTHU-



