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3[leTckasi knmHnyYeckas 6osbHuLa Ne13, MockBa;

Y HepoHOLLEHHOro pebeHka 6bi/10 BbIBIIEHO peKoe AereHepaTvBHOe 3abofieBaHne HEPBHOW CUCTEMbI — NenKoamcTpodus
¢ kanbundukatamm (cuHgpom Skapan-TyTepbe). [Jo yCTaHOBNEHUSA OCHOBHOrO AmarHo3a pebeHka Habnoganu u nevnnu
no NOBOAY NepuHaTaIbHOrO rMMNOKCUYECKM-NLLEMUYECKOTO NOPaXeHNs rofioBHOro moara. MNocne npoeefeHUs KOMMIIEKCHO-
ro o6cnenoBaHns ObiM BbISBMEHbI XapakTepHble CUMMTOMbI HEOHATanbHON NENKOANCTPOUN: BPOXKAEHHbIE MaCCUBHbIE
KanbumukaTbl NOAKOPKOBBIX Y3/10B, KMCTO3HbIE MOMOCTY NapeHX1Mbl FONIOBHOrO MO3ra, HeoHaTtasbHble dapmakopesuc-
TEHTHble CYAOPOru, OMCOMMOKIIOHWUM, MbILLEYHAs OUCTOHWUA, PedNEKTOPHbIN MUOKIOHYC, (hOpMUMpOBaHWE BTOPUYHOM
MuKpoLiedanun, OTCYTCTBUE NMCUXOMOTOPHOIO pPasBUTUSA, CTOVKME 6ynbbapHbie HapyLleHus, numdounTbl B Lepebpocnu-
HanbHOM XWAKOCTW. Y4nTbIBas HACNEACTBEHHbIN XapakTep 3TOro 3a60neBaHna 1 ero He6naronpuUATHbLIN NPOrHO3, HE06XO-
AMMO NpoBefeHne MEANKO-rEHETUYECKOrO KOHCYNBTUPOBaHNS B CEMbe MaLMEHTKN ANs PeLLUeHNs Bonpoca O BO3MOXHOCTH
pJanbHewuLwero poXXaeHns geTen n onpepeneHns cTeneHn pucka pa3Butus NemkoaucTpodun y Hux.

KnroueBble crioBa: nevikogueTpogus, KanbUnukatbl, KUCTbI, CY[0POr, MUOKITOHNM,

MbILLEYHas AUCTOHWS, BTOpuYHas MukpoLleganms

Aicardi-Goutieres syndrome in a premature child
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In a premature child, a rare degenerative disease of the nervous system has been diagnosed — leukodystrophy with calcifications
(Aicardi-Goutieres syndrome). Prior to making the main diagnosis a child was observed and treated for perinatal hypoxic-
ischemic lesion of the brain. After a comprehensive examination characteristic symptoms of neonatal leukodystrophy were
found: innate massive calcifications of the basal ganglia, cystic cavities of the brain parenchyma, neonatal drug resistant
convulsions, opso-myoclonic jerks, muscular dystonia, reflex myoclonia, formation of secondary microcephaly, absence of
psychomotor development, persistent bulbar disorders, lymphocytes in cerebrospinal fluid. Taking into consideration the
congenital character of this diseases and its unfavorable outcome, medicogenetic counseling in the patient’s family is necessary
in order to decide about a possibility of further childbirth and to determine the degree of a risk for development of leukodystrophy

in children.
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n pUMeHeHe COBPEMEHHbIX MEeTOO0B AMarHOCTUKU MO3BO-
o B NOcnefHue rofbl NPUXM3HEHHO BbISABAATL Y HOBO-
POXOEHHbIX WU OeTel MNepBbIX MECAUEB >XWU3HU 3aboneBaHus,
KOTOpbIE paHee ANarHoCTUpOBauUCh MKLLb NaTomMopdonornyec-
KN. K HUM OTHOCATCS HacneacTBEHHbIE N BPOXAEeHHble 3aborne-
BaHWsi HEPBHOW CUCTEMbl OOMEHHO-LereHepaTuBHOrO XapakTe-
pa: nemkogucTpodun, JU30COMHbIE, MWUTOXOHOPUANbHbIE,
nepoKcUcoMHble 3abonesaHuns un gp. [1-3].

Mo cpaBHeHUIO C nNepuHaTasibHbIMU MOPAXEHUSAMN HEPBHOM
CUCTEMbI, KOTOpble BCTPEYaKTCA B KMMHUYECKON NpakTuke ro-
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pasfo yatle, U UX NPOrHo3 MOXET 6bITb ONTUMUCTUYHBIM, Aere-
HepaTVBHble 3a60fieBaHNA C paHHUM [Oe6l0TOM BCerja UmeroT
He61aronpUSATHbIA UCXOA M 0ObIYHO 3aKaH4YMBAOTCH NeTasnbHbIM
MUCXOOOM B nepBble Mecsubl W rogel nocne poxpaeHus [3].
YuunTbiBas, 4TO 3TN 3a60NeBaHNs 4acTo ABNATCA HAaCcNeACTBEH-
HbIMW, YPe3BblHaNHO BaXHO KakK MOXHO paHbLUe UX OMarHoCTu-
poBaTb AN MNPOBEAEHUA  CBOEBPEMEHHOro  MeaunKo-
rEHEeTUYEeCKOro KOHCYNbTUPOBAHUS B CEMbSX [2—4].

HacnepcTeeHHble 1 BPOXAEHHbIE 3a60r1eBaHNA HepBHOW CUC-
TeMbl OOMEHHO-[ereHepaTMBHOro xapakrepa MoryT rnopaxarb
pasnuyHble OTAEeNbI FOSIOBHOrO MO3ra — Kopy (Cepoe BELLIECTBO),
Cyb6KOpTUKanbHble CTPYKTYpbl (6e10e BeLLecTBO), MOAKOPKOBbIE
FaHrnumM, CTBOS U MO3XEYOK; UX KITMHUYECKME MPOSIBIIEHNS OT-
JIN4aIOTCA BbIpaXeHHbIM NONMMMopdur3mMom [5, 6].

K Hanbonee 4acTbIM U KMUHUYECKN 3HA4YUMbIM NPOSBIEHUAM
3TUX 3a60neBaHWi OTHOCAT: CYOOPOXHbIE MPUCTYMbI, 06bIYHO
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PE3UCTEHTHbIE K JIEYEeHWIO; HapyLUeHWs COCaHUs U rfoTaHus;
paccTpoiicTBa [AblXaHus; rfasHble CUMMTOMbI (B TOM 4ucne
aTpoPn4eCKME N3MEHEHWS T1a3HOMO OHA); MMNEepPKUHE3bI (MUO-
KNMOHUW, OUCTOHMM, aTeTo3); MPOrpPeCCUpYIOLLIME U3MEHEHNS
MbILLIEYHOrO TOHYCa (HapacTaHue rmnepToHyca Unm rmnoToOHUN);
M3MEHEHNe PU3MONOrMYecKnX pedrekcos; OTCYTCTBME MCUXU-
YeCKOro pas3BuUTUS UK ero perpecc (aemeHuus) [3, 4].

K 06bEKTUBHBLIM METOLAM MPYKM3HEHHOMO BbIABNEHUSI CTPYK-
TYPHbIX U3MEHEHWUIA B Pa3fNMYHbIX PErMOHAX rOfIOBHOrO Mosra B
HacTosiLLee BpeMsi OTHOCAT MeTobl HEMPOBU3YyanuaaLmnmn: Hempo-
coHorpadmio (HCI), komnbtoTepHyto Tomorpadmio (KT) wn
MarHUTHO-pe30HaHcHyto Tomorpadgmio (MPT), a Takke 3nekTpo-
aHUedanorpaguio (33IN). Bce OHM HALLAM LLUMPOKOE MPUMEHEHUE
B MEeMLIMHCKOW NPakTUKe, B TOM YuCie U B HeoHaTonoruu [1, 5, 6].

Hamn guarHocTMpoBaHO pefkoe O6MeHHO-AereHepaTuBHOe
3aboneBaHVe HEepPBHOW CUCTEMbI, HO30MI0rMYeckKas CamMoCTos-
TENbHOCTb KOTOPOro 6bifia onpefgenieHa nocfie KOMMeKCHOro
1ccnefoBaHUsa Kak HeoHatanbHas NenkKogucTpous ¢ BHYTPU-
MOS3roBbIMM Kanbuudukatamu, Unn cuHagpomMm dkapan-TyTtepbe
(J.Aicardi, F.Goutieres). 310 3aboneBaHue HacnegyeTcs Mo
ayTOCOMHO-peLeccMBHOMY MexaHu3my [7—9]. B nocnegHue roabl
Nnosly4eHbl AaHHble O BO3MOXHOCTU AOMWHAHTHOrO Hacrnenosa-
HUS NPU pPasBUTUM TakK Ha3bIBAEMOW «HOBOW» CMOHTAHHOW reH-
Hon myTaumn [10, 11].

[e6toT 3a6oneBaHns NpUXoguTCs Ha NepBble MecsUbl Nocne
POXOEHMSA U MPOABNAAETCA CyAOPOXHBIMU NPUCTyNamm (MUOKII0-
HUYECKME, KITOHNYECKNE, ANUNENTUHECKNE, anHO3 U Ap.); 06LLUM
YFHETEHMEM UNN BO36Y>XAEHNEM; 1a3HbIMU CUMNTOMaMM (HUC-
Tarm, OMNCOMMOKJIIOHYC); opodaumanbHbiMU TUNepKNHeE3amm
(BMCKMHE3UN), MbILLEYHOW OUCTOHMEN, TPaHCHOPMUPYHOLLENCS
B rMnep- Uiv rmnoTOHUIO; AUCTOHUYECKMMU MPUCTYNaMu.

VY 9Tux geten 4acTto HabnoaaT rMnoTpouo U CKIOHHOCTb
K MepcucTUpyomm pecnmpaTopHsiM 3abonesanHusam [7, 9, 12].

B aHanusax uepebpocnunHanbHOM XUOKOCTU BO3MOXHO Bbl-
AIBNIeHME TPAH3UTOPHOrO NMMEOLMTAPHOro MNNeoumnTo3a N He-
3HaYUTENbHOrO yBENMYeHUs cogepxaHusa 6enka [10, 12].

Mpn guHamnyeckom HabnwaeHUU BbISBASAIOT OTCYTCTBME
NCUXNYECKOro pasBuUTUS, NOCTENEHHOEe (DOPMUPOBaHME BTOPUY-
HOM MUKpoLedanum n KpaHMOCUHOCTO3a.

Haunbonbluen AnarHOCTUHECKOW MH(OPMATUBHOCTbLIO obna-
0aloT Jiy4yeBble MeTodbl UCCefoBaHNs, C MOMOLLbIO KOTOPbIX B
rOfIOBHOM MO3re BbIABMSAOT crieynduyeckne n3aMeHeHuns, narto-
FHOMOHUWYHbIE AN 3TOro 3a6oneBaHns — MHOXECTBEHHbIE Kaslb-
UMdunKaTbl NOOKOPKOBBLIX FAHIMMEB, MOCTENEHHO (HOPMUPYHO-
wasca LepebpanbHas atpous 1 pasBuTne KUCTO3HbIX MOSoc-
Ten B 6€510M BeLLecTBe ronoBHoOro moara [8, 10, 13].

MpUBOAMM KNMHMYECKUIA cryYan cuHapoma Okapav—IyTepbe
y pebeHKa, poaMBLLErOCH HEAOHOLLEHHbIM.

BonbHasa M., Bo3pacTt — 1 mMec 24 OHA, nepeBefeHa u3
JeTckonm ropoackonm  KIMHUYeckon  60nbHULbLI  Nel13
M. H.®.®unatosa B AeTCKOe oTAefNleHne ropoAcKOn 60SbHK-
ubl Ne8 ¢ HanmpaBnfawLWUM OMArHO30M: opraHuyeckoe nopa-
XXEeHne (KMCTO3Has gereHepauus) ronoBHOro Mo3ara, 3aMecTu-
TenbHas BEHTpuUKynogunaraums, BTOpMyHas Mukpoledanus.
HekeToTuyeckasa runeprnmunHemMunsa? PekoHBanecueHT MHeB-
MOHUW. HepoHoweHHOCTb 36 Hed. AHEMUS HEeLOHOLLEHHbIX.
AHrnonatums cet4aTkn. KOHbIOHKTUBUT.

U3 aHamHe3a: pebeHOK poauncs y Monoabix pogutenen, ot
TpeTben 6epeMeHHOCTN, NPOTEKABLLEN C Yyrpo30K npepbiBaHUs

Ha 12-n 1 20-21-1 Hegensx. Y MaTepu AMarHoCTMpoBaHo 060CT-
peHvne XPOHUYECKOro nuenoHedpuTa, aHemus BO 2-M TPUMECT-
pe 6epeMEeHHOCTU U OTEKU HUXHUX KOHEYHOCTEM B 3-M Tpu-
MecTpe. Poapbl nepBble nyTem onepalun kecapeBa CeyeHus Ha
36-n Hepene rectaumn. Macca Tena OeBOYKWU MPU POXAEHUN
2210, anvHa Tena — 47 cM; OKPY>XHOCTb rofioBbl 29 cMm, rpyan —
30 cm. OueHka cocTosHuA Mo wkane Anrap — 4/6 6annos.
CocTosiHME Npu poXAeHMM BbIIO pacLEHEHO Kak TSXenoe, obyc-
JIOBJIEHHOE HEBPOJIOrMYECKON CUMMTOMATUKON (CMHOPOM YrHe-
Tenns LHC). Otmeuancs cnabbii, 60N1e3HEHHbIN KPUK, MblLLleY-
HbI TOHYC ObI1 CHUXEH, no3a cnabon drekcun. [bixaHue Bbl-
cnywmBanu BO BCEX OTAenax, XpunoB He 6bIs0, YacToTa Ablxa-
HUs — 55-60 B 1 MUH. TOHbI cepaua PUTMWUYHBI, NPUrYLLEHBI,
yacToTa cepAeyHblX cokpalleHnn — 132 ygapa B 1 MuH.

M3 pogunbHOro 3ana nocTynuna B [OETCKOe OTAeNeHue.
C nepBbIX MUHYT MOCTYMIEHUS NOfyyana OMNONHUTENbHbIA K1C-
I0poA Yepe3 Macky 1 UHPY3NOHHYIO Tepanuio.

B netckom oTaeneHun Ha 4-m 4acy XWU3HW BrnepBble 6bliv OT-
MeyeHbl MUOKJSIOHUYECKME Cyaoporn no TUMy CMOHTaHHbIX ce-
PUMHBIX reHepanM30BaHHbIX B3gparmBaHuii; Ha 10-M Hacy XXn3sHu
COCTOSIHME YXYALINIIOCh 3a CYET MOSABMEHNS TOHNYECKUX KITOHU-
YeCKMX CyOopor C HapyLUeHMEM OblXxaHus (arnHo3s).

B Bo3pacte 3 cyT nepeBefeHa B oTOefieHMe peaHuMaLlumu
ArKB Ne13 um. H.®.®dunarosa B TAXeIOM COCTOSIHUW C Hanpas-
NAWUM anarHo3om: «lepuHaTansHas rmnokeusi. Acpukens B
poaax. M'mnokcmyecku-mwemmyeckoe nopaxerve LIHC 2-3-i4 cT.
OTek ronoBHOro Mmo3sra. BHyTpuyTpo6Has MNHEBMOHUA?
HepoHoweHHocTe 36-37 Hef. >Xenygo4Hoe KpoOBOTEYEeHUe.
3apepxka BHYTPUYTPOBGHOrO pasBUTUS».

Haxogunacb Ha UCKYCCTBEHHOW BEHTUNSALMU NErkux B Teye-
Hue 9 cyT. MNMony4ana MHMY3NOHHY0, aHTUGaKTepUabHyo (Le-
dypakcum, hnyKoHa30s1, BAHKOMULWH, MEPOHEM); MPOTUBOCY-
OOpOXHyto Tepanuio (chbeHobapbaTan, auasenam), dypocemus,
JeKcaMeTas30H, X/I0ponvpaMuH; 30HOOBOE MUTaHWE CMEeCblo
«[MpeNan» (Hectne, LBeliuapus).

B BospacTte 11 cyT naumeHTKa rnepesefeHa B OTAeNeHne na-
Tonorum HoBopoxaeHHblx OMKB Ne13 B Taxenom cocTosiHuM,
BbI3BAHHOM BHYTPUYTPOOHOW MHEBMOHWEN, MOCTUHTY6aALMOH-
HbIM TPaxeobpPOHXUTOM, BbIPaXEHHOW HEBPOSIOrMYECKOW CUM-
NTOMaTUKOW (CUHOPOM YrHETEHUS, CYOOPOXHbINA CUHOPOM), WH-
dhekLmen MoYEBbIBOAALLMX MNYTEN.

Mpu OnHamun4eckoM HabAEHUUM COCTOsSIHME OcTaBasiocb
TSXKENbIM: coXpaHsancs cuHapoM yrHetenus LIHC, cymoporu
ObININ PE3UCTEHTHBI K Tepanuu.

OTMEYEHO OTCYTCTBUE KOPPENALMM MEXAY THXKECTbIO COCTOSA-
HUA U CTEMEHb TMNOKCUYECKU-ULLEMUYECKOTO MOPaXXeHUs
LUHC. B cBsA3n c aTMm, ONs MCKIOYEHUs1 OOMEHHO-OereHe-
paTnBHOro 3ab6oneBaHus Oblna B3fTa KPOBb Ha MUCCnedoBaHue
crnekTpa aMuHOKucnoT. MeTogoM TaHOEeMHOW MacC-ChekTpo-
METPUN BbISIBNIEHO MOBbILLIEHME KOHLUEHTpauum rnvumHa —
931 mkmonb/n (Hopma — 80-800 mkmonb/n). 3anofo3peHa He-
KEeTOTUYeCKas runepravuMHemMuns (rmuumHoBas sHUedanona-
TUSA), HO B faNibHENLIEM 3TOT AMarHO3 He Oblf MOATBEPXKAEH.

Bbina nponseefeHa nombanbHas NyHKUUsA. AHanm3 Lepebpo-
CMMHAlNbHOW XWUOKOCTU: LUBET — 6eCLUBETHbIA, NPO3paqHOCTb —
HenonHas, 6e3 ocagka; 6enok — 0,45 r/n; uMto3 — 44 x 108 r/n
(mumdpboumnTbl — 4, sputpoumnTbl — 40, HenameHeHHble). Noces
NIMKBOpa — aspobHas n rpubkosas diopa He O6HapyXXeHbI.
PesynbTatbl uccnegoBaHUs Ha BUPYCbl MPOCTOro repreca
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1—2-ro TMNOB METOAOM MonumepasHon LenHon peakuun (MUP)
oTpuuaTenbHble.

Ha 18-e cyT Xu3Hu pebeHKa KIMHNKO-N1abopaTopHbIX MapKe-
POB MHMEKLMOHHOrO MpoLecca He nosly4yeHo. Ha peHTreHorpam-
Max — MHEBMOHMSA B CTaAMW PEKOHBaNEeCLEeHLMN.

Mpn HCI: kocow pa3mep nepegHMX poroB GOKOBBIX Xeny-
noykoB — S = 18 mm, D = 13 mm; BbeicoTa IV xenygodka —
5,8 MMm; 6onbluas umctepHa (c. magna) — 11 mm. PucyHok 60-
po34 He onpegenseTcs. AXOreHHOCTb NapeHX1Mbl HEOLHOPOA-
HO noBblleHa. CybKopTUKanbHO U MEPUBEHTPUKYNSIPHO pac-
MOMOXEHbl MHOXECTBEHHbIE 3XOHEraTuMBHbIE MOMOCTU; MHTEH-
CVBHO M HEOOHOPOLHO MOBbILLEHA 9XOreHHOCTb TanaMmnyecKmnx
1 6asarnbHbIX a0ep.

YneTpassykoBoe uccnepgosanve (Y3W) opraHoB OpHOLLHON
MOMOCTN: MOYKM PACMONOXEHbI U CHOPMMPOBaHbI NPaBUIIBbHO.
Cocygnctoe MOMIHOKPOBME YMEPEHHO BbipaxeHo. CpedocteHune
He pacmpeHo. CMHyCbl CBOGOAHBI.

B 06wux aHanm3ax KpoBM OTMEYEHO NOCTEMNEHHOE YMEHb-
LweHne Yucna nenkoumtos (¢ 19,5 no 13,2 x 10° r/n), cCHUXe-
Hue ypoBHs remornobuHa (¢ 105 go 90 r/n) u ymeHbLUeHMEe
KonuyecTBa aputpountoB (¢ 5,9 no 3,2 x 102 r/n), 4To 6bINO
pacueHeHo Kak pa3BuTve aHeMUU HeOOHOLLEHHbIX. B obLiem
aHannse MOYU KIMHUYECKN 3HAYUMbIX U3MEHEHWNI BbISBIEHO
He 6b110.

Broxummnyecknii aHanma Kposu: o6Lumin 6enok — 48,40 r/n,
ansbymuH — 32,20 r/n, moyeBuHa — 6,90 /N, KpeaTuHWH —
34,0 mkmone/n, C-peakTuBHbIi 6enok — 1,10 mr/n, rmoko3a —
3,29 Mmonb/n, 6Unupy6euH o6LLmMA — 5,0 MKMORL/N, NPSIMON — OTp.;
anaHnHamuHoTpaHcdepasa (AJ1T) — 86,0 En., acnaptatamuHo-
TpaHcdepasa (ACT) — 55,0 En., weno4vHas dpocdatasza— 112 Eq,;
Fe — 22,8 mkmonb/n, K — 5,40 mmonb/n, Na — 146 mmornb/n.

Ha 25-e cyT Xu13HM naumeHTka ocMoTpeHa oKkynuctom: OU —
naTonorna MpoBOIALLMX 3pUTESNbHbIX MyTeW, aHrnonaTus ceT-
YaTKu.

B Bo3pacte 1 mec npousBefeHa peHTreHorpammMa opraHoB
rPYOHOM MOMOCTW: oO4aroBble TEHW He OnpefensiTcs.
CocygncToe NOMIHOKPOBME YMEPEHHO BbipaxeHo. CpedocteHune
He pacmpeHo. CMHyCbl CBOGOAHBI.

MposefeHa KT ronoBHOro moara ¢ pekoHCcTpyKuuen (puc. 1).
Mi3amMeHeHnsa pacueHeHbl Kak MOCMeAcTBUA TSXKENOro rmmnok-
cmyecku-muemmnydeckoro nopaxenus LIHC: kuctosHasa pereHe-

_

Puc. 1. PeKoHCTpyupoBaHHble KOMIMbIOTEPHbIE TOMOrpamMMbl FoJyoB-
Horo mo3ra 6onbHou M., Bo3pacT — 1 mec.

Yepen mukpouedanbHOM OpMbl C HaxoXAeHVWeM KOCTer Apyr Ha
apyra. lMonyLapusi ronoBHOrO MO3ra yMeHbLLUEHbI B 06beMe, UX BELLEeCT-
BO MPeAcTaBfeHO MHOXECTBEHHbIMU pa3HOKanMbepHbIMU KUCTamu ¢
cofepXvMbIM pasnunyHoi nnoTHoctn (5-14 ep. H). Busyanuaunpytotcs
MaccuBHble KanbLMdmrKaTbl NOAKOPKOBLIX saep. XKenyao4ku mosra pac-
LUMpeHbI BO BCex oTaenax. Hag noBepxHOCTLIO nonyLuapuin onpepenseT-
€A N006004e4HOE CKOMIEHME XMAKOCTM TOSLLUMHON [0 9 MM.

pauusa roflioBHOro Moasra, 3amecTuTernbHas BeHTpuKynogunara-
s, BTopudHasa Mukpoleganums.

B otoeneHun nony4ana nHy3noHHyto (13 pacyeTa 2/3 dunano-
NOrMYECKON MOTPEBHOCTU), aHTubakTepuanbHylo (uedunum,
HETUIIMULMH, FEHTaMULUMH, aMUKauuH, hnykoHason); obixaTenb-
Hyto (Kucnopogd Anddy3HO); NPOTUBOCYOOPOXHYO (AMasenam,
JeKcaMeTas30H) M cMMAToOMaTn4eckyto Tepanuio. BckapmnveaHnve
Yyepe3 HasoracTpasibHbli 30HO CMecbio «[1peHyTpUIoH»
(HyTpuumsa, HngepnaHgpl) kanensHo rno 30,0 mn 7 pas B CyT.

K Bospacty 1,5 Mec cocTosiHne pebeHka ocTaBanochb TsXe-
NbIM 32 CYET HEBPOJSIOTMYECKOW CUMMNTOMATUKWN (YrHETEHUE,
6ynb6apHble HapPYLLIEHWS, CyQOPOrv), aHEMUN HEQOHOLLEHHbIX.

Mpn noctynneHun B ropofckyto 6onbHULy Ne8 BO Bpewms
OCMOTpa BbISIB/IEHO: KPUK O4Y€Hb crnabbli; MOXET 06X0oOauTbCs
6e3 kucnopoda LOfUTENbHbIA MPOMEXYTOK BpeMEeHU; MoXo
yaepXusaeT Tenno, 6bICTPO oxnaxpaeTcs. KoXHble NMOKPOBbI
CMyTrIble, TYprop CHUWXeH. MHorHoe otaensemMoe n3 o6oux rnas.
[yno4yHas paHka sanuTennanpoBaHa, Nnyno4Has BeHa He nanbnu-
pyeTcs. pygHas Knetka umnuHgpu4eckor opmel, rpyanHa 3a-
naswas. [bixaHne ocnabneHo BO BCeEX OTAenax, eduHW4Hble
KpenuTUpyoLLmMe Xpurbl BbICIYLLUMBAKOTCA Ha BCEW MOBepX-
HOCTbIO Nerkmx. Ymcno gbixaHun — 34 B 1 MuH. ToHbl cepgua
SICHble, pUTMUYHbIE. TeHOeHUMA K 6pagukapaouu, YACNo cepaey-
HbIX cokpalleHun — 110 yaapos B 1 MUH. 2KUBOT JOCTYNEH rny-
60KoM nanbnauuu, 6e36one3HeHHbIN. [epucTanstuka ocnabne-
Ha. lNMeyeHb y kpasa pebepHon gyrn. CeneseHka He yBenuyeHa.
MoueuncnyckaHme cso6ogHoe. CTyn XXenTo-3eneHbIn.

[MonoBble opraHbl MO XEHCKOMY Tuny, chOpPMUPOBaHbI npa-
BUIbHO.

HeBponorn4eckuin craTyc: CocTosiHMe Tsxenoe. [onosa gonuv-
xouedanMyeckon hopMbl, OKPY>XHOCTb 30 CM, KOCTY Yepena nioT-
Hble, C HaxoxieHueM [Opyr Ha gpyra. bBomblion pogHWYOK
1,0 x 1,0 cm, 3anaBwmn. JIMLO CUMMETPUYHO, runomMmumms. [nasa
OTKpbIBAET HEOXOTHO. B30op mManonogBuXHbIA, MraBatoLLmKi, ne-
proan4ecku OTMEeHatoTCsl MUOKITOHUYECKME ModepryBaHns rnas-
HbIX I6510K MO TUMY OMNCOKIIOHyca. Peakums 3padkoB Ha CBET BAasi.
[MOTO4HbIN, HEGHBIN peddiiekebl OTCYTCTBYIOT. [Mo3a crnabon nory-
doriekcun, akTUBHbIX OBVKEHUM Marno. MblLeYHbI TOHYC yMepeH-
HO CHWKEH, C TeHOEeHUMEN K AUCTOHUN C NepUoanyecKuMm BO3HU-
KatoLLMMK NapoKCU3MamMy MbILLEYHOW PUrMOHOCTY MO TUMY heHo-
MeHa «BOCKOBOW KYKJibl», BPEMEHaMM 3aCTbIBAET B M03e «(exTo-
BasibLLMKa». CyxoxunbHble pedhnekcel TopnugHble. Bee dmsmo-
JIOrMHeCcKme BO3pacTHble 6e3YCIoBHbIE pedrieKChl YyrHETEHbI.

Bo Bpemsa ocMoTpa nepuognyeckn BO3HUKaNM MUOKIOHUN —
KaK reHepanu3oBaHHble, Tak U (pparMeHTapHble.

B oToeneHun HeOOHOKPATHO OblIN OTMEYEHbl CyOOPOXHbIE
NOAIMMOPMPHbIE MPUCTYMbI — KNOHUYECKNE, TOHNYECKUE Mo TUMy
PNIEKCOPHBIX CMNa3MoB, MUOKITOHNYECKUE MO TUMY CMOHTAHHbIX,
CepUHbIX B3aparvBaHuii.

OcwmoTp okynucTa (B Bo3pacTe 2 MeC): B30p MasionoaBux-
HbIA, He dmkeupyeT. OU: nepefHnii OTPE30K rnasa He U3MEHEH;
ONTUYECKUe cpefdbl Npo3payHbl. [MasHoe OHO: OUCKU 3pUTenb-
HbIX HEpBOB 6nefdHble, KOHTYpPbl YeTKue. ApTepun ceTyaTku
pPaBHOMEPHO CYXEHbI, BEHbl HE U3MeHeHbI. [epudepusn 6e3 Bu-
OVMOI 04aroBoOK NaTosiornn. 3aktoYeHre: YacTuyHas atpodus
3pUTENbHbLIX HEPBOB.

VY3 opraHoB GpHOLLHONM NMOMOCTH, NMOYEK U MOYEBOIO MNy3bi-
ps: OXO-rpacuyeckana kaptvHa 6e3 CTPYKTYpHO-04aroBOW
naTosioruu.



CuHppom Skapan-lyTepbe y HEQOHOLWEHHOro pebeHka

HCI™: ax0oreHHOCTb NapeHXnMbl MOHWXEHA. PUCYHOK M3BUIWH
n 6opo3f He npocnexwusaetcs. CybapaxHongansHoe NPocTpaH-
CTBO He pacLumpeHo. [My6uHa nepegHux poros 60KOBbIX Xeny-
noykoB: D = 21,5 mm, S = 21,9 mm. I, IV xenyno4ku He pacLum-
peHbl. CnpaBa B TEeMEHHO-BUCOYHOW 061acT! aH3XOreHHoe 06-
pasoBaHve — XpoHuyeckas cybgypanbHas remaroma? bonbLuas
uuctepHa (c. magna) — 15,3 MMm. 3aknoyeHune: ToTasnbHOe Mo-
paxkeHve BeLLlecTBa rofoBHOMO MO3ra, MHOXECTBEHHbIE CIUB-
Lmnecs nopaHuedanuyeckne KUCTol. MNMaccMeBHan BEHTpUKynoam-
nataums. BropuyHas runonnasus 4epBs MO3xedka?

O3l-BMOEOMOHUTOPVWHI B Bo3pacTe 2 Mec 5 gHen (puc. 2).

Cypoporu 6b1nn pacLeHeHbl Kak annnenTnyeckre Ha OCHoBa-
HUW KITMHNYECKNX OCOBEHHOCTEN M AaHHbIX D3I, B CBA3M C YeM
HayaTta Tepanus npenapaTtom BanbnNpPOeBOW KUCMOTbl B [03€e
20 mr/kr maccel Tena B cyT (B 2 npvema), C NocneayroLmm yBe-
nnyeHnem Jo3bl o 30 Mr/kr Maccel Tena B cyT. Ha dhoHe npoBo-
OVMOro NneYeHnss OTMEYEHO YMEHbLUEHUE 4ucra CyOopPOXKHbIX
3NN3040B B Te4YeHue CYTOK nuLlb Ha 30—40%, 4YTO yKasbiBaeT Ha
X PE3NCTEHTHOCTb.

Ha ocHoBaHMM KOMMnekca KNMHUYECKMX AaHHbIX 1 0ObeKTUB-
HbIX Pe3yrnbLTaToB N1abopaTtopHOro N MHCTPYMEHTarnbLHO 06cneno-
BaHWA Obina cocTasfieHa CBOJKa NaTosiorm4yeckmux CUMMTOMOB
3abonesaHuns y pebeHka M.:

* paHHWI Oe6oT 3a6oneBaHns, NPOABUBLLUIACA OOLLMM YyrHe-
TeHnem LUHC;

°* paHHMe HeoHaTasbHble CyAopOrn (reHepann3oBaHHbIE MUO-
KITOHWYECKUE Y reHepann3oBaHHble TOHNYECKUE C HapyLLeHnem
ObIXaHWs — 3NUIENTUYECKNE anHo?);

* CcTOWKMe 6ynbbapHble HapyLleHus, Bbi3BaBLUME HEeO6X0au-
MOCTb 30HA,0BOIO KOPMIIEHUS;

Puc. 2. dnekTtpoaHuedanorpamma 6onbHon M., Bo3pacTt — 2 mec
5 gHeMn.

Ha npoTsxeHun Bcel 3anucy No BCeEM OTBEAEHWSIM pernctpupyetcs
KpanHe HU3KOaMNaIMTyaHas 6MoanNeKTprM4eckas akTMBHOCTb 6€3 30Hasb-
HbIX pas3fnn4ymin, cCoH Ha dasbl He anddepeHumposaH. Bo Bpems uccne-
[0BaHUA HEOOHOKPATHO OTMEeYeHbl CyLOPOXHble MPUCTYNbl B BMAE
reHepann3oBaHHbIX MUOKIOHMYECKUX B3fparvBaHui, AeBuaumn rnas
BMEBO U BBEPX, FOPM3OHTANIbHOIO HUCTarma. Ha atom choHe 6bina 3ape-
rucTpvpoBaHa oKanbHas W BTOPUYHO reHepanvu3oBaHHas anu-
aKTVMBHOCTb B BMAE Pa3psifAoB PUTMUYHBIX AefbTa-BOSH (HaCTOTON OKOSO
3,5 'y) H13kor amnutyabl (0o 20—40 MKB) ¢ rpagyanbHbIM yMeHbLLe-
HVMEM 4acTOTbl paspsaa 1 Aenpeccuen 6UoaNeKTPUHECKOM aKTUBHOCTY.

* NOBTOPHbIE pecnupaTopHble 3aboneBaHns;

°* MblLLIeYHasa OUCTOHWS;

* pePNIEKTOPHBIN MUOKIOHYC;

* 0(pTaNbMOKIIOHYC;

° OTCYTCTBME (POPMUPOBAHUSA DUINONOTUHECKNX PEIIEKCOB;

° OTCYTCTBME MpupocTa pasmepa ronosbl (hopmMupoBaHue
BTOPMYHOW MUKpoLedanin n YepenHoro CMHOCTo3a);

* rlocTeneHHas TpaHcOopMauna MbILLEYHOM FUMOTOHUM U
OVCTOHUN B PUTMOHOCTb W NOSIBIIEHWE OUCTOHUYECKUX «aTaK»;

* OTCYTCTBME NCUXUYECKOrO Pas3BUTUS;

* 3MUNENTUYECKUIN XapaKTep CY[opor N NX Pe3UCTEHTHOCTb K
Tepanuu;

* nameHeHus Ha HCI™ 1 KT (maccuBHble kanbuudmkaTel nog-
KOPKOBBbIX fifiep, aTpodus rofioBHOMO MO3ra C MHOXECTBEHHbLIMU
KucTamm);

°* Hanu4mne NMMMAOLIMTOB B LiepebpoCrMHanbHON XULOKOCTU.

AHanua panHbix HCI', KT ronoBHOro mosra u KnMHUYeCKoWn
KapTVHbI 3a6orneBaHns fan BO3MOXHOCTb UCKIIOYUTL NepuHa-
TanbHOE MMOKCUYECKU-ULLEMUYECKOE WUIMU NUHADEKLIMOHHOE MOo-
pa)keHve roflioBHOro mMoasra.

Bce 06beKTMBHbIE flaHHbIE YKa3bIBAOT Ha Hann4ve BPOXAEH-
HOro HacnefcTBeHHOro o6MeHHO-fereHepaTuBHOro 3abornesa-
HWS — HeoHaTaslbHOM (POPMbI NENKOANCTPOMUN C BPOXKAEHHLIMU
kanbumdukaramu (cuHgpom Skapau-TyTtepbe) [3, 7, 10].

YuyuTbiBas He6NaronpuATHLIN MPOrHoO3 3abonesaHns U Ha-
CNefCTBEHHbIN ero xapakrep, Heo6XoAMMO NpoBefeHne TLia-
TeNbHOro MeAnKo-reHeTUYEeCKOro KOHCYNLTUPOBaHUA AN peLle-
HWS BOMpOca O BO3MOXHOCTY AarbHEeNLLero poxaeHns neTen B
3TON CeMbe W ornpeferneHns CTerneHn pucka pasBuUTUSA Y HUX
nenkoancTpoduu.
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WUHdhopmauums o coaBTopax: MupoHiok Onbra BacunbeBHa, 3aBefytoLas 4ETCKUM
oTAeneHneM ropofckon 60nbHMLbI Ne8

Appec: 127987, Mockea, 4-11 Batckuii nep., 39
TenedboH: (495) 656-4720

Poratkux Cepreii Onerosud, kaHaMaat MeaMUMHCKMX HayK, OOLEHT kadenpbl
HeoHaTonoruv Poccuiickoro rocyaapCTBEHHOrO0 MEAMLIMHCKOrO YHMBEpeuTeTa
Appec: 117997, Mocksa, yn. OctpoBuTsHOBa, 1

TenechoH: (495) 612-7881 BopoHos Bnagumup Bsadecnasosuy, Bpay-HeBponor

KocvHoBa TatbsHa AHaTONbeBHA, acnupaHT kadeapbl HeoHaTonornm rOPOACKO 607bHNLbI Ne8 5 .

Poccuniickoro rocynapcTBEHHOr0 MeaNLIMHCKOro YHBepeuTeTa Appec: 127987, Mockea, 4-11 Batckui nep., 39

Anpec: 117997, Mockea, yn. OcTposuTaHOBa, 1 TenedoH: (495) 656-4714

TenedpoH: (495) 612-7881 KbiwTbiMOB Myixaun Bnagumumposuy, 3asegytowmi

3aBafeHko AnekcaHgpa HukonaeBHa, acnupaHT kadeapbl HeoHaTonornm oTAeneHnem naTonorum HOBOPOXXAEHHbIX

Poccuiickoro rocynapCTBeHHOr0 MEAULIMHCKOrO YHUBEpCuTeTa [leTcKow ropofAcKon KnuHnyeckon 6onbHuubl Ne13 nm. ®unarosa
Appec: 117997, Mockea, yn. OctposutsaiHosa, 1 Appec:123056, yn. Cagoso-KyapuHckas, 15

TenedoH: (495) 612-7881 TenedoH: (495) 254-0523

MEXAYHAPOAHAA MEAWLUMHCKAA MEYATH

Y petei, cTpajaroLlmx BpOXAEHHbIMW MopokaMu cepaua, MoryT UMeTb MecTo PrU3nonornyeckme oCo6eHHOCTU, HapyLuaoLme
hapmMaKoKMHETUKY HEKOTOPbIX npenapaTos, B HaCTHOCTU, aMUHOMMKO3NAOB. B HacTosLwee BpeMs OTCYTCTBYIOT NUTepaTypHble
[aHHble 06 afeKBaTHOM [03MPOBaHUM aHTUOMOTMKOB aMUHOMMKO3NO0BOro pafa y AeTer ¢ BPOXAEHHbIMWU NMopokaMu cepaua.
B HacTosLee ncenegosaHune 6b1M BKITOYEHbI NaUMeHTbl B Bo3pacTe [0 18 neT ¢ BpoXAeHHbIMY Nopokamu ceppua, nonyyasLumne
reHTaMULUMH B YCIOBUSX KapAMOOornyeckoro OTAeNEHUs, Y KOTOPbIX ONpeaensancsa NMKoBbIN U MUHUMAaSbHbLIM YPOBEHL NnpenapaTta
npu TpeTbeM BBEAEHUM aHTMbaKTepuanbHOro npenapata unm noaxe. [losa npenapata ana JOCTUXEHUSA MUKOBOW U MUHUMAIbHON
KOHLEHTpauun paccynTbiBanacb Ha OCHOBaHWUM CTaHOAPTHbIX peKoMeHpauun. Kputepmam BKIOYEHWS B UCCEfOBaHNS COOTBET-
cTBoBanu 48 naumeHToB (Manbunkn — 31). VY 8 naumeHToB (17%) nmencs 6asanbHbii uMaHo3. Kapanmoxmpyprmyeckoe BmeLLaTesb-
CTBO 6bINO BbIMNOSIHEHO y 23 nauneHToB (48%) B Te4eHWe TOW Xe rocnurannaaumm, Korga NnpoBoAuIach Tepanvs aMmHOMINMKO3M-
Jamu. 27 naumeHToB (56%) OOMOMHUTENbHO MOMyYanu Kak MMHUMYM OAMH HedpOoTOKCMYECKMI mpenapar BO Bpems Tepanuu
amMvHornmkosmgamu. Y 6 naunmeHToB MUHMMAaIbHbLIA YPOBEHb Npernaparta B CbIBOPOTKE BbIABUTL HE yAanock. TepanesTu4yeckas
NUKoBas KOHLeHTpauusa He 6bina JocTurHyta y 16,7% peten ndyyaemou rpynnel, a 'y 7,1% He 6bina JOCTUrHyTa MUHMUMarnbHas
KOHLEHTpauus npenaparta B CbIBOPOTKe. [leTAM C BPOXAEHHbIMU MOpoKamMu cepaLla MOXeT TpeboBaTbCs 0COObIN PeXnM 403UPO-
BaHWA reHTamuumHa. [na JOCTMXKeHUs LieneBblX KOHLEHTpauuMi npenapara Takium nauueHtaMm Heo6xoaum TLiaTenbHbl apma-
KOKUHETUYECKUIA MOHUTOPUHT.

Moffett B.S., Bork S.J., Mott A.R.

Gentamicin Dosing for Pediatric Patients with Congenital Heart Disease.
Pediatr Cardiol. 2010 Jun 12.

[Epub ahead of print]

lMpoBepneHa oLeHKa aPHEKTUBHOCTH JNIeHEHUA PEKOMOMHAHTHBIM YEeNoBEYECKMM rOPMOHOM pocTa AeTer ¢ cuHapomMoM lNpapepa-
Bunnu. VccneposaHve BLIMOSHANOCL B TeYeHMe rofa, ¢ nocrnefyoLmm KaTaMHeCTUYeCKUM obcrnefoBaHnemM naumeHTos vyepes 10
net. Y 20 nauueHToB ¢ cuHapomMom [pafepa-Bunnm nposoannock KNMHMYECKOE 1 nabopaTopHoe o6crefoBaHne, oLeHka coctasa
Tena rnyTem ABYX39HEepPreTU4eckon peHTreHOBCKOM abCcopOLIMOMETPUN, MOSIMCOMHOrpaduUa 1 OLeHKa Ka4ecTBa XU3HU C UCNOMb30Ba-
Hnem metopa 16D. Tonbko y ABYX NauUMEHTOB 6a3alibHbI YPOBEHb CEKPELUn ropmMoHa pocTa 6biil HopMasnbHbIM. Bce naumeHThl
MMEINN POCT 3HAYUTENBHO HUXXE OXMOAEMOro, OAHAKO Ha (PoHe nevYeHns ropMOHOM PoCTa OTMeYarncs ckadok pocTta. [pu katamHe-
CTUYECKOM HabmofeHur 13 naumeHToB JOCTUMIN CBOEr0 MakCMaribHOro pocTa, 1 6bI10 OTMEYEHO, YTO BCE OHWN UMENN 3HaYUTESb-
HO 60nee BbICOKUI POCT, YeM O6bIYHO ObIBAET Y NaLMEHTOB C AaHHbIM cMHAPOMOM. KymynaTMBHaa [o3a ropMoHa pocta B TeYeHue
10 neT oTpMuUaTensHO Koppenuposana ¢ NpoLEeHTOM Xunposon maccel (p = 0,033). OgHako, Yepe3 10 neT naumeHTbl No-NPexXHeMy
MMenn BbIPaXeHHOe oxupeHue. lNMokasaTtenu nonmcomMHorpadun Obinn NaTosiormyeckumMmn 6onee 4em Yy MonoBMHbI MauMEeHTOB.
KayecTBO XM3HM MaumeHToB 0CTaBasioCb CHKEHHBIM OTHOCUTENBHO YPOBHS, XapakKTepHoro Ana 340poson nonynaumn. Takum o6-
pasom, Tepanusi ropMOHOM pOCTa 3HaYMTENBHO YIy4LIaeT nokasaTenn pocTa BO B3POCIIOM BO3pacTe Yy NauMeHToB C CUHOPOMOM
Mpapgepa-Bunnu.

Sipila 1., Sintonen H., Hietanen H., et al.

Long-Term Effects of Growth Hormone Therapy on Patients with Prader-Willi Syndrome.
Acta Paediatr. 2010 Jun 7.

[Epub ahead of print]
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