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Hay4HbiM LeHTp 3aopoBbs aeter PAMH, MockBa

CuHapOM HapyLleHUS NMUKO3UIUpoBaHUe
1b TMna: AMarHocTUKa U JieyeHue

NPEACTABNEH KNMHWYECKUIM CITYYAN PEAKOW HACNEACTBEHHOW BOJIE3HWM — CUHAPOMA HAPYLUEHWSA MMKO-
3UNIMPOBAHMSA 1b TUMA, HE ONMCAHHOTO ELLE B OTEYECTBEHHOW JIUTEPATYPE W BMNEPBbIE AMATHOCTUPOBAHHO-
0 B HALLEM CTPAHE. CUHZPOM HAPYLLUEHWUSA FMUKO3UIMPOBAHUSA 1b TUMA OTHOCUTCSA K TETEPOTEHHOWM MPYMME
HACNEZICTBEHHbIX BONTIE3HEM, XAPAKTEPU3YIOLLENCA HAPYLUEHWMEM BMOCUHTESA IMIMKOMNPOTEMHOB B CBA3M C
JEPEKTOM MPOLECCOB UX N- U O-TNTIUKO3UIMPOBAHUA. KNTMHWUYECKW BONIE3Hb NPOABNAETCH SKCCYAATMBHON
HTEPOMATUEN C NMOTEPEM BEJIKA U OTCTABAHWMEM ®U3UYECKOTO PA3BUTUSA, TMMOMNMKEMUWEN, KOATY/TOMATUEN
C PASBUTMEM TPOMBO30B, MOPAXEHMEM MEYEHW. CUHAPOM HAPYLLEHWA TMNKO3UINMPOBAHMNA 1b TUMNA OT/IN-
YAETCS OT [PYIMX TUMOB 3TOWM IPYMMbl OTCYTCTBMEM HEBPOJIOTMYECKOW CUMMTOMATUKU U IPDEKTUB-

K/TIO4HEBBIE C/10BA: INIMKONPOTEUHDbI, KAPEOTMAPATHAA! HEAOCTATO4YHOCTb, KIMHU4YECKUE NPOSABJIEHUA,

B otaeneHve natonoruu paHHero AeTCKoro Bo3pacta Hay4Horo ueHtpa 340p0BbS
neter PAMH noctynuna gesoyka Hons XK. 9 mec ¢ anarHo3oM «CUHAPOM HapyLleHHO-
ro KWLWEeYHOro BCacCblBaHWUS (NaKTa3Has HefOCTaTOYHOCTb). PeaKTMBHbLIM renatur.
AHemus | cteneHun. Mnotpodus Il cteneHun. MocneacTBus LepebpanbHON ULLEMUK;
3a4eprKKa NCMXOMOTOPHOro pasButus. ucnnasmsa novek. UMB-nHbeKyma?»

Pe6eHok poamncs oT IV 6epeMeHHOCTH, NpoTeKaBsLlen Ha GoHe yrpo3bl NpepbiBaHuUs.
Ha npotsykeHumn Bcen 6epemMeHHOCTM NPoBOAMIAch rOpMOHanbHas Tepanus. B aky-
LUEPCKOM aHamMHe3e y MaTepn — Tpu Hepas3BuBLUMECS 6epeMeHHOCTU. Poabl nepBble
Ha 37-1 Hepene, 6bICTpble, C AOPOAOBbLIM U3/IMTMEM OKONOMNOAHbLIX Bo4. Macca Tena
npu poxkaeHun coctasuna 3050 r, AnnHa Tena — 51 cm, oueHKa no WwKane Anrap —
7/76. MNMeproa HOBOPOXAEHHOCTU MpoTeKan 6e3 ocobGeHHocTeln. C nepBbiX AHEN
YXM3HM BCKapMAuBanacb aganTMpoBaHHbIMW MONOYHbIMK cMecamu. Co 2-ro mecsaua
¥WU3HKU y pebeHKa Habnoganu oTcTaBaHne PU3MYECKOro Pas3BUTUS, aHEMMUIO, HeyC-
ToM4MBbIN CcTyn. B 5 Mec aeBoyKka nepeHecna OPBU ¢ 6GPOHXUTOM M raCTPO3IHTEPUTOM,
npoBoaunack aHTMbaKTepuanbHas u MHPy3MoHHad Tepanus. B 7 Mmec Gbiia NOBTOPHO
rocnuTannM3npoBaHa ¢ gnapeen n aKkcnuko3om B LIPB no mecty xuTenbcTBa, npu 06-
crefoBaHnM BbISIBNEHbI TMNOMNPOTEMHEMMS, MOBbIWeEHWEe akTuBHOCTM AJIT n ACT
6onee 4yem B 5 pas (MapKepbl BUPYCHbIX renatutoB He OBGHapYyXKeHbI), NOBbILLIEHNEe
3XOreHHOCTN KOPKOBOTo cnos noveK npu Y3W. Ha dboHe MHPY3noHHOM, aHTUGaKTepu-
anbHOW, CMMMNTOMaTUYECKOW Tepanun anbbymMnHOM, depMeHTamu, NpobuoTUKaMu
OVMapenHbI CUHAPOM COXPaHACcs, B CBA3M € YeM pebeHOK Obl1 HanpaBieH B Hayu-
HbIM UeHTp 340poBbs Aeter PAMH. lMpu nocTynneHnn B KAWHWKY OeBOYKa Oblna
BSJION, Kanpu3HOK, OTKasbiBanack oT eAbl. Macca Tena cocrtaBuna 6,7 Kr (aepuumt
macchbl Tena — 2,3 Kr). OTMeYeHbl BblpaXKeHHbIE MPU3HAaKM MHTOKCHKaLMK, 61eaHOCTb
KOXHbIX MOKPOBOB C CEPOBATbIM OTTEHKOM, 00LLas NacTO3HOCTb TKaHen, Anddy3Has
MblLUEYHas TMNOTOHMS, OAbIWKa (YacToTa AblXaTeNbHbIX ABUMKEHUIN A0 60 B MUHYTY),
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TaxMKapausa (4acTtota cepaedHblX COoKpalleHun ao 144 B Mu-
HYTY), YBENMYEHHWE KMNBOTA C YCUNEHUEM NEPUCTANIBTUKMN KMULLIEY-
HWKa, renatomeranus (+5 cM, neyeHb NIOTHON KOHCUCTEHLIMK),
UKW cTyn fo 15 pas B cyTKM 6€3 NaTonorMyeckux npumecem
n nonudekanuu. MNMpu nabopaTopHbIX UCCNEA0BAHUSX BbISBU-
nv nenkoumntod (35,0X10°/n) 6e3 caBura nenmkouuTapHowm
GOpMYSIbl, CHUKEHME KOHLEeHTpaumu remornobuHa (103 r/n),
obuero 6enka (37 r/n), runoansbymuHemuio (11,1 r/n), runo-
Kanbunemuio (2,02 MMOSb/N), BbIPaXXEHHYIO TMMNOMTUKEMUIO
(1,2 MMOnb/N) NpPU KOHUEHTpauUMK MHcynnHa 13,4 MKME/Mn
(OTHOLLEHMNE MHCYNWH /TNoK03a — 6onee 11). AKTUBHOCTb TPaHC-
aMunHa3 B AMHamuKe Hapactana: AJIT — 398-415-578 EAl/n,
ACT — 468-1475-230 E[/n. BbIIBNEHO CHWXKEHUE YPOBHSA
UMMYHOIrNMo6GYNMHOB B CbIBOPOTKE KpoBW: IgG — 280 mr%,
IgM — 64 Mr%, IgA — 17 mr%; KoHueHTpauus C-peakTMBHOro
6enKa coctaBuna 8 mr/min. KoHUeHTpauus aHTUTeN K rMnagnHy:
IgG — 12,57 ME/mn (Hopma — 0-30), IgA — 6,68 ME/mn
(Hopma — 0-35); aHTUTEN K TKAHEBOW TpaHCrIyTaMWHa3e:
IgG — meHee 1 ME/mn (Hopma 0-10), IgA — meHee 1 ME/mn
(Hopma 0—10). BbisiBneHbl aHTUTENa K 6€/IKaM KOPOBbEro MO-
NoKa (2+). B Koarynorpamme npu HOpMasbHbIX NMoKa3aTtensax
NPOTPOMOMHOBOIO KOMMNIEKca U GUbpUHOreHa BbisiBNEHbI Map-
Kepbl MOBbIWEHHOTO Tpomb6oob6pasoBaHud: daktop VIII —
967%, pactBopvMble GUOPUH-MOHOMEPHbBIE KOMMIEKChl —
240 mKr/mn, D-gumep — 2000 Hr/mn.

B KnuHuke npoBoaunun anddepeHunanbHylo AMarHOCTUKY
MeXy 9KCCYAaTVBHOMN 3HTeponaTuen, KWe4yHbIM1 MHOEKUMUS-
MW, Uennakuen, HacneactBeHHbIMWU aMWHOAUMAONATUSMM,
OpraHM4ecKMMMU aumaypuammn, gedbekTaMm MUTOXOHAPUANbHO-
ro B-OKMCNEHUS UPHBIX KMCNOT, MyKOBUCLMOO30M, MIMKOre-
HO3aMM, TMNEPUHCYIMHU3MOM, KOoarynonaTusamMu, BUPYCHbIMM
renaTtutamMu, CENCUCcoM.

[eBoyka 6Gbina nepeBefeHa Ha BCKapMAMBaHWe nedvebHOM
ruaponnaHon cmecbto Hytpunod Mentn TCL, npoBoamnun no-
CYHAPOMHYIO, CUMMNTOMaTUYECKYI0, aHTMOaKTepuanbHylo, 3a-
MECTUTENbHYIO (aNbObyMUHOM, UMMYHOIN06ynnHaMu, GepmeH-
TamMu, ropMOHaMK1, BUTaMMHaMu) Tepanuio. Tem He MeHee Bce
neyebHble MEPONpPUATUS He OKa3blBann oxungaemoro addek-
Ta. bonee Toro, npocnexuBanacb oTpuLaTesbHas AMHaMUKa B
BMAE HapacTaHWsa CUMMNTOMOB WHTOKCMKaLMW, MOABAEHUS
PBOTbI, COXpaHEHWS AMapenHOro CMHAPOMa, yBENMYEHNS pas-
MEPOB XWMBOTA, MOBbIWEHUSA aKTUBHOCTU MEYEHOYHbIX TPaHC-
aMuHa3, a npu NOBTOPHbLIX YNbTPA3BYKOBbIX MCCNEeA0BaHMUAX
Gbl/I BbISIB/IEHBI CBOGOAHAS KUAKOCTb MEXAY NETNAMU KMLley-
HUKa WM Hanuyve 60MbLIOro TpomMba B MOOCTM NpaBoro npes-
cepaua (11,0X7,4 mm; puc. 1.)

O6HapyeHrne TpomMba noTpeboBasno [AOMONHUTENbHbLIX KOH-
cynbTauni KapaMoxupypros u 6onee npuctanbHOro uccneno-
BaHWUS CUCTEMbI CBEPTbIBAHUS KPOBW. [pK 3TOM 6Gbin BbISBIEH
BblpaXeHHbIN AedUUUT GUINONOTMYECKUX aHTUMKOArynsaHTOB:
aHTuTpoM6buH Il — 26%, npoterH C — 14% (Hopma
75-100%). Tepanuio aHTUKOArynsgHTaMu He NPOBOANIIN.

B pe3ynbrate npoBefeHHbIX AMarHOCTUHECKMX UCCNENOBAHNUM Y
pebeHKa ObiNn BbIBNEHbI Cheaylolme KIMHUMKO-nabopaTtop-
Hbl€ CUHAPOMBbI.

¢ OJKccygaTMBHas 3HTeponaTus ¢ Anapeen, HeKoppurupye-
MOW rMnonpoTeuHeMuen 1 acLiMTOM.

¢ HapylweHne KnweyHoro BcacbiBaHUs ¢ NONMAEDULUTHBIM
CMHAPOMOM: aHeMUS, TMMNoKanbLMeMus, runoTpodus.

¢ [Mnornukemusa BcneacTBue rmnepuHcynIMHU3mMa.

¢ [lopaxeHne nevyeHn HEBUPYCHOM 3TUONOT UK.

¢ BblpaxeHHbIn aednumt GU3NMONOrMYECKUX aHTUKOAarynsH-
TOB, OCNOYXHEHHbIN TPOMOO30M.

CoyeTaHne BCeX NePEeUYNUCNeHHbIX KIMHUYECKMX U NabGopaTop-
HbIX MPU3HAKOB COOTBETCTBOBANO KapTUHE eAMHCTBEHHOW 60-
Ne3HW — CUHAPOMAa HapyweHUs rMUKo3unmpoBaHua 1b Tmna
(Carbohydrate-deficient glycoprotein syndrome type 1b, CDGS)
[1]. B ocHOBe 3TOr0 HacneACTBEHHOIO 3a60NeBaHNs NIEXUT He-
focTtaToqHOCTb depMeHTa dochoMaHHO3U30Mepasbl, 0byc-

—9—

Puc. 1. Tpom6 B nosocT1 NpaBoro npeacepans (0603HaveH
KpecTuKamu)

NIOB/IEHHAs MyTaLUMAMU KOAMPYIOLLEro 3TOT GepMeHT reHa. leH
pochdomMaHHO3NM30MepPas3bl KapTMPOBaH Ha AJIMHHOM nJedye
xpomocombl 15 (15q22-gter). Hanbonee 4acto BbISBASIOT
cneaylolme MyTalmMun: 3aMeHy aprMH1MHa Ha TpunTodaH B Noso-
eHun 219, apruHuHa Ha rMCTUAMH B NosoxKeHun 295 [2]. Tun
HacnegoBaHUsA — ayTOCOMHO-PELLECCHBHbIN.
dochomaHHO3M30MeEpa3a obecnevmBaeT npespaLleHme GpyK-
T030-6-pocdaTta B MaHHO30-6-pocdaT [3, 4]. MNpu HegocTaTou-
HOCTU PEepMeHTa CHMKaETCA CoAepKaHWe BHYTPUKIETOYHOrO
MaHHO030-6-dpocdaTa, YTO NPUBOAMUT K yTpaTe MMKONPOTEMHAMM
ofHOM nnu 6onee N-CLEMNEHHbIX ONUMrocaxapuaHbiX Lenewn u
N3MEHEHUIO MX PUBNKO-XMMUYECKMUX CBOUCTB (pucC. 2). BeneacTt-
BMEe 3TOro AedeKta HapyllaeTcsl CTPYKTypa CblBOPOTOYHOMO
TpaHcdeppuHa, GaKTOpPoB CBEPTLIBAHWUSA KPOBU, TUPOKCUHCBS-
3bIBalOLLEro rMobyanHa, FopMoHa pocTa, NPOoSTlaKTUHa, oy -aHTH-
TPUMNCKHA, LeppyoniasMmnHa, anonunonpoTerHa B, HeKOTopbIX
JIM30COMHbIX HEepMEHTOB M Ap. B pesynbrate npu cuHapome
TMUKOMNPOTEUHOB C KapbornapaTHorm HeJoCTaTOYHOCTbIO 1b Th-
na pas3BuBaeTca NnoivopraHHas cumnTtomMatika. OCHOBHble
KIIMHWYECKNE NPOABNIEHNS 3a60NeBaHKs BKIOYAOT GENoK-Te-
PSIOLLYIO 3HTEpPONaTUIO, XPOHWYECKYID AMapeto, HapylleHUs
GYHKUMM neyveHn, TpoM6006pa3oBaHNE, KPOBOTEYEHUS, TUMO-
rMMKeMunYyeckne coctosHusa [1, 5-9]. Mpn GUOXMMUYECKOM
uccneaoBaHWM BbISIBASIOT BblpayKEHHYIO TMMONPOTEUHEMMUIO,
rMNoanbOyMUHEMUIO, TUNEPUHCYIMHEMMIO C TUMOMIMKEMUEN,
NOBbIWEHNE aKTUBHOCTU NEYEHOYHbIX TPAHCAaMUHA3, CHUKEHUE
KOHLUEHTPaUUN o -aHTUTPUNCKUHA, ranTornobuHa, aHTUTPOM-
6uHa lll, paxkTopos ceepTbiBaHns kposu VIII, IX, XI [10]. Xapak-
TEPHO W3MeHeHue 3NeKTPoPOopPEeTUHECKON MNOABUKHOCTH
TpaHCHEeppPUHOB: OBHAPYKMBAIOT TUMOMTUKO3UIMPOBAHHbIE
M30(OopMbI C YBETMHEHHOW MOABUKHOCTLIO [4].

BrnepBble CUHAPOM TMIMKONPOTEUHOB C KapborMapaTHOW Hejo-
cTtaTo4dHoCTbIO 1b 6611 onuncaH Niehues et al. (1998) y Mmanbyu-
Ka 11 mMec C ynopHou AMapeen, pBOTOM, NOBTOPHbLIMUW OMacCHbI-
MU OJ19 XKU3HW KENYAOYHO-KULLEYHbIMU KpoBOTEeYeHUamMuU [8].
JlabopaTopHble UccnefoBaHWsa BbIABUIN BblPaX}KEHHYIO TMMo-
NPOTEMHEMMUIO, AHEMMIO, CHUKEHNE KOHLIEHTPaLMMN aHTUTPOM-
6uHa lll. InekTpodopes M3odopm TpaHCPEepPpPUHOB MIa3Mbl
BbIIBW1 NaTTEPH, coBMecTumbIn ¢ CDGS | Tna, ogHaKko y nauu-
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Puc. 2. Cxema 61MOCHMHTE3a [MIMKONPOTEMHOB (aganTMpoBaHHas)
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€eHTa OTCyTCTBOBasia 3afleprKKa NCUXOMOTOPHOIO U YMCTBEHHO-
ro pasBWUTUSA, YTO CYLLECTBEHHO OT/MYaNo ciydyanh OT BCex
APYrux TUMOB CUHAPOMOB MMMKOMPOTEMHOB C KapbornapaTtHowm
HeaoCTaToO4YHOCTbIO. pu AanbHenwem uccnegoBaHuu Gbina
BbIIB/leHa HEA0CTaTO4HOCTb dochomaHHO3M30Mepasbl (B du-
6pobnactax). Tepanus MaHHO30M NpuBena K KIMHUYECKOMY
YAyYWeEHUIO U HOpManu3aLumm GMOXMMUYECKUX NOKa3aTenen B
Te4yeHWe HECKONbKUX Heaenb.

HepocTtatoyHocTb dpochomaHHO3M30Mepasbl 06ycroBAnBaeT
CHUMKEHWEe CMHTE3a MaHHO030-6-docdaTta M3 MoKo3bl. B aTom
cUTyaumMmM MaHHO30-6-dbochaTt MOXKET CUHTE3MPOBATLCA TONbKO
M3 MaHHO3bl, MONYYEHHON U3BHE B AOCTATO4YHOM Ans N-rMMKO3un-
JIMPOBaHKUS NPOTEMHOB Konun4yecTse [6, 10, 11]. Takum 06pasom,
MaHHO3a Heobxoanma A9 HOpManbHOro 6MOCKUHTE3a MMUKOMNPO-
TEVHOB M KOPPEKLIMM HapyLLUEHHbIX GUOXMMUYECKMX MPOLLECCOB.
OnucaH NoNOXMUTENbHbIN 3QPEKT NeYeHns MaHHO30M B [03e
100 mr/Kr B 3—5 npuemMoB B CYTKKU, KOTOPYIO NMOCTEMEHHO MO-
BbilWatoT Ao 150 Mr/Kr Ha npuem, a nocne JOCTUXKEHUS CTOM-
KOWM KJIMHWYECKOW PEMUCCUN U HOPMANTU3aLLMKM BUOXMMUYECKUX
nokaszatenen cHwxatoT 4o 100 mr/Kr Ha npuem [8]. Ucxoas n3
BbILENU3IOKEHHOrO HaMK Gbina Havata Tepanusg D-maHHO30M
(6nonormvyeckn akTMBHas no6aBKa, ABcTpusi) B 1o3e 100 Mr/Kr
B 5 npuemoB. B TeyeHne nepBomn Heaenun nocne Havana Tepa-
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