neppurom HC momyyaeT neueOHVIC 103 UMKIIOCHOPHHA B TCYEHHE 3 HEACThb. OT-
MEYCHO CTAHOBIEHHE KITHHHKO-1a00PaTOpHOI PEMHCCHH.

Takum ob6paszom, C-l oxazanca 3pdekTuBHBIM v 8 13 9 GOMBbHBEIX. KnHHH-
Ko-jtaboparopras pemuccua HC nocie ormenst C-H coxpausercs y 6 aeteit (y
OJHONO H3 HHX 10PMOHO3ABHCHMbIH BAapUaHT) OoT + Mec. 10 3 1eT. Y 60MBHOI ¢
ME3aHTHONpOoHepaTHBHLIM IiomepyaoHedpuToM ¢ TUK HacTymuino ymyymeHuce
HC: MHHIMaNbHAA MPOTCHHYPHUA MPH HOPMATbHbIX OHOXHMHAYECKAX MOKA3aTemax
kpoBH. JlanHas 6o:1bHAA MONy4acT ¢ MpoTHBOpeuMauBHOH nemsto C-H- B 3 ner B
Jose 1,25 mr/mr/cyt. Jluns v oaHoro 0O0:1bHOrO ¢ CoveTaHHO#M martoiorxeil: HC
FOPMOHO3ABACHMBIH H XPOHHYECKHH reMaTHT, aCCOLMHPOBAHHLIA C reprieTHve-
CKOH HHCKUMEH, JOCTHYb PEMHECCHH HE YAAIOCH.

INpu neyenun C-H BripakenHbix noboyHbx 3¢ dexToB He 6bU10. OmHAKO
HMCJIHCh CNCOyIOIIHE NPOABJICHHA. THMCPIUIA3HA JCCCH, MUNIEPTPHXO03, TPEMOpP,
TMOBBIMEHHE APTEPHATILHOIO JABNCHHA.

B pesy:mrare ncuchus C-H BruaBieHa ero 3¢ekTHBHOCTb ¥ BCeX 60b-
HBIX C FOPMOHOYYBCTBHTC/ILHLIM H ¥ 2 JCTeH C TOPMOHOPE3NCTCHTHLIM BAPHAHTOM
HC. ,

Hcnoms3osanne npenapara C-H uenecooSpasio y Gomeaex ¢ HC. Yxa-
3aHHAA Tepdmns ABJIAETCA ATHTCPHATHBOH KOPTHKOCTCDOMIHOH H IHTOCTaTHYe-
CKOH.

KJIAHAYECKHH ONBIT ACNOJb30BAHNS BOBIH3AMA Y
MAJIBYHAKA C HACJIEACTBEHHBIM HEOPUTOM (HH)

Xpymesa H.A.

Bob3rsmy sBisicTcs 6a3HCHRIM MPEMApaToM CHCTEMHOH H3HMOTEPANHH,
NpeACTaBAd COATAHCHPOBAHHYIO CMECh IBAPOIATAYECKEX (epMEHTOB AKHBOTHOIO
H PacTHTCIPHOIO IMPOMCXOKACHHA C BKIOYEHHEM PyTHRA. IIpenapar mpeaHasHa-
YeH A JICYCHMA OCTPBIX, XPOHHYECKAX BOCHAJATENbHBIX 3a60NCBAaHMIL, B TOM
“HCIC HA MMMYHHOH ocHoBe. CoobLicHml O MPHMEHEHAM BOO3H3MMA B JICYCHHH
HH HaM HE BCTPETHIIOCH.

Bomsxoi [Tera B., 6 ner HaxoauTca-moa HaGmoneHAeM He(POIOrHYECKo-
ro oraenerus OJIKE ¢ 8 mec. Bo3pacra, Koraa eMy BOepBbie G5U1 IHATHOCTHPOBAH
HaCJIeICTBEHRENT HEPHT. YV ManbyHKa B 3TOM BO3PAcTe GhUIa BRIABIEHA MIIKpO-
reMaTypus, KOTopasd NEPCHCTHPYET A0 Hactoamero BpemenH. C 1 r. 6 McC. mosABH-
aacs npoteruypu (0,09 r/), abakrepranbHad TeHKOIATYPHS.

Leribio ganEOro cooOmeHMA ABHIOCH MPENCTABICHHS 3D(EETHBHOCTH
Ha3HayeHHa BoO63H3HMa y GOMBHOIO C HACHEACTBEHHBIM He(PHTOM B PAMKAX KOH-
TPOJIHPYEMOTO OTKPAITOr0 KIIMHHYECKOrO HCC/IEI0BAHHA.

MamyMk u3 ceMbH, rae y 6abymKu no TMAWE MaTepH, AMEIACh reMary-
pua. Poxnoit 6par 6abymku noru6 B 24 rona or XITH, mmen Tyroyxocrs. Mare
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npo0aHad € ICTCKOro BO3PAcTd HMECT MEMAaTYPHIO. HCPE3KO BLIPAKCHHVIO [TPOTEH-
HypHr0 (0.06 - 0.09 173). abakTepuambHyto Neiikommypino TeTa u 11 npobania
N0 NMHHHH MATCPH HMCTH OAHOTHITHBIC ITOPIKEHHA TOYEK. MPOABIAHOILHCCHA IeMa-
TYPHCH. OJUMH “Uiaa YMmep B 24 roaa ot XITH, cuapoma Anbnopra.

¥ noaycudcos naiero npo6aKaa TakKC BLIABICHA TEMaTVpHs

Takum 0Opa3om. B mpeacTaBneHHON POZOCMOBHOI ceMb B. mmenca Jo-
MHHAHTHBIH THIl Racnenosaims 3adoncpanua HH cuennenmslit ¢ X XpoMocoMoii.

Manbuuk o1 1 6epeMeHHOCTH, MpoTeKaBILel C YTPO30H NpephIBAHNA, Fec-
TO30M 1-2 MONOBHHLL Pompl myTeM KecapeBa CeYeHMs, MPEKICBPEMEHHRIC B CBA3H
€ OTCMOHKOH IUIALEHTHI, MHOTOBOIHE. Y peGeHxa 6b110 TYTOe OGBHTHC MyMOBHHbLI
BOKDYT weH. OucHka no wkane Anrap 6 6awmoB. PeGEHOK ¢ POXCICHMA HA HCKYC-
CTBEHHOM BCKAPDMJIHBAHHH.

JaHHOC KNMHHYECKOC HAOTOACHHE XapaKTEPH30BANOCh KIMHAYECKHM
nomMOPOH3IMOM CHMIITOMOB. KOTOpOE MPOSBIANOCH HATHYMCM YDOAMHAMHYC-
CKHX HApVIUCHHN B BHae nesoctopoHHero ITMP II - 11l crencHm (nacCHMBHOIO M
aKTHBHOIO), HCHPOTEHHOH AHCHYHKIM MOYEBOTO MY3BIPA MO HNOKHHCTHUCCKOMY
THTY

B 6 sier 6bu1a THATHOCTHPOBAaHA HEIHPOCEHCOpHad Tyroyxocts I - II cre-
nedd. K 6 roza copumApoBancsa HemonHeni Hedporrueckwit cauapom. Comyrer-
Bylongic 3a6osesanus mocneacrsaa IMIIHC, uxTpaHaTanbHas TpaBMa IMEHAOrO
oTAeNa No3BOHOYHAKA, BCJl, XpOHMECKHI SHTEPOKONAT.

B Teyenne 6-ncrHero Bo3pacra HabGmONCHHSA 33 PcOEHKOM OTMEYanoch
HAPACTAHHE CHMITOMOB WHTOKCHKAIMA B BHAE ONEQHOCTH, CaGOCTH. roJOBHBIX
6oJicH, mo4BICHHEM MACTO3HOCTH BeK M roneseil. K 6 rogam mporensypmsa cocra-
BHNa 6oapme 3 r B CVTRA, 3p. - 40-50 B mone 3pcHan, COD - 42 Mm/4ac. Bouapia-
N1aCh rHOCPROArYJIAIHA MO MA23MEHHOMY H TPOMOOIMTAPHBIM 3BEHbAM MEMOCTa3a.
Brniepsrre 6pUIa BhIIBNCHA TMOONpOTERHEMMA - SO r/N, THCNPOTEHHEMHN: aMbOy-
MHHEI - 42%, anmsda 2 - rnoGymanb - 16 %, raMa-rao6y s - 10%. Xonecrepas
- 7.4 MMonb/n., OTMEYeHO CHEDKeHHE YPoBHA Ig G - 3.2 r/n NpR HOPMANBHOM 3Ha-
ycHamR Ig A n Ig M. YpoBeHb HPKYNHPYIOMHX HMMYHHBRIX KOMILTEKRCOB H KOM-
TUIEKTa 6BUT B MPECTaX HOPMBI.

Mo marmmiM Y3U - yBemdense modek B pazmepax. O¢ramMocKomus -
CHasM apTCpHH IIa3ROr0 JHA.

CruDKkeHa KOHLEHTpaUHOHHas GyHKums nmouek (YACHbHAA TUIOTHOCTH MO-
un 1005 - 1010). PerocumaTHIpadna - 3aMEUTCHAA CeKpeuHs H Ixckpemns POI]
(rexneMar). Kiapenc srmorensoro kpearnruHa-80 s/yuw/1,73 M.

Knuuryeckmi auarno3: HacneaCTBeHHbI HCGPHT (CHHOPOM AJBNOPTa).
Hapymenuc TyGynspebix dymrmit mouex. Henmommmii He(poTHYCCKHI CHHAPOM.
TIMP 11 - I1I crenersn nepocropounnii, axkTipHO-naccusublt. MLUL. XpoHmueCRuH
9HTEPOKOIHT.

B ROMITIEKCHYIO HHAMBHAYANEHYIO TEPANHIO, BKIIOYABIIYIO CTON 5, Je-
YeHHE B CBA3H C YPOIMHAMAYECKAMH PacCTPOHCTBAMH: NMAKAMHANIOH, BUTAMHHOTC-
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panHio (MAap3HTCPATLHO BHT. B,. Bg). (Qu3HOMCHeHHC, BOMBHOMY Obl1 HAHA'E
BO63H3MM M3 pacyeTa | TadACIKA HA 6 Kr BeCa B TPH IPHCMA 33 30-40 Mitn 10 €1y

qCpC3 3 HCaenu Vv 60.1bHOIO VMCHbIUMIHCH CHMITIOMBbI HHTOKCHKALMN
HCYe3na nacto3HocTh. Yepe3 1 MccAll BEAHHHA MPOTCHHVPHH COCTaBHAA 0.9 r/
3p. - 30-50 B 1W/3p. 0OWHii SeoK KpoBH - 60 r/1.

T1pOn0.DKATEALHOCTS JIEYCHHA BOGIHIHMOM B YKA3aHHOH 103C COCTaB!
4.5 mec.

[poBeaeHHOE KOHTPOILHOS HCCNCIOBAHHE HEPC3 4.5 mec. 0b6HapyxuH10
pefeHka XOOIIHH aNNETHT, YMCHbIIEHHE B3AYTHA KHBOTA. YpoBeH» Genka X
7eCTEpHHA CHIBOPOTKH KPOBH, PCOIOTHHECKHE CBOHCTRA - HOPMATH30BATHCH. [T
TeuHypns - 0,5 r/CyTkH, reMaTypas - 8-12 B 1/3p. o aanuem Y3H - novku BapH
AHT BO3DACTHOH HOPMBI. §
To6ouxoro JeHCTBHA BOGIHIAMA HE OTMCYEHO. :

B macrosmee BpcMa peGEHOK NoTyyaeT NPCNapaT B MONOBHHRHOM 103¢ O
ncuebHol B TeucHxe 1,5 Mec. HabmonerHe 3a HHM TPOMOIDKACTCS.

TMomyu¥CHNAs MOIOKMTENbHAA KIHHHKO-TA00pATOpHAA IMHAMMKA B Pé
3yabTAaTE MHOTOMECSMHOTO TpHeMa BoGImsMMa ¥ GOMLHOrO C HACACACTBCHHBMM
HepHTOM (CHHIPOMOr AMBNOPTA) HEMOAHBIM HE(PPOTHHCCKHM CHHIPOMOM MO
3BOMACT PCKOMEHIOBATH ITOT NMPEMapaT B TCPAmuIo GOMLHAIX C YKA3aHHOH NaTo:1e
rHCH Bapaay ¢ pekomenayemoii paree (M. C. MrnatoBa H COaBTOPEI, 1996 r.): ag-
TREOAIYIAHTEI, [C3ArperaHTbl, aKTHBATOPH MeTabommsma (AT, KKB), mune
TPONHEIC, THNCPOAPHHCCKA OKCATEHAIHA.

CHCTeMHAs H3HMOTECPAIHMA ABIACTCA AMLTCPHATHBOH JNEYCHHSA C HCHOJ
30BaHAEM JC/Tarwia GoBHBIX C HACNCACTBEHHLIM HE(PHTOM.

OIEHKA 3®®EKTABHOCTH NPEMEHEHMS KCHJIADOHA H
MACTOHA Y JIETEH C JOKTAHUYECKON CTAIREHA
MOYEKAMEHHOM BOJIE3HH

Cadponona JL.E.

AXTyaIbHOCTS HCCNEJOBaHMH MO mpoblieme Tepammu oOMeHHBIX Hedpo-
naTHi y aeteil 00yCNOBEHA TeM, YTO B HCONArOMpHATHOI 3KoNora4eckoi obcra-
HOBKe Habmonaerca poct ITix 3abonesaumii. - - '

Yacrora oOmennbIx HeponatHii B cpemuei monoce Poccum cocrasmser
31,7 %. OnacHOCTb 00OMEHHBIX He(POMaTHif 3aKHOYACTCA B TOM, YTO OHH MOIYT
TpaHCHOPMHPOBATECA B MOYCKAMEHHYI0 6ONE3Hb, TPEOYIONyI0 OmepaTHBHOMN
JCYCHHS. )

3 Jna onpeaeneuua 3 dexruBHOCTH KeuaH(oHa B OMCTONA NpH MeveHsH!
ZeTel C JOKIMHEHMCCKOR CTaaueli MOYEKaMeHHOM GonesHu 65110 mpoBemeHO neye-:

Hue 30 aeraM B Bo3pacTe oT 5 30 12 et ¢ am3MeTabonH4ecKuM BapHAHTOM Ty6y-:
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