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intensive care unit

Pesiome

B CTaTbe onucans knuHuyeckne cnyvan nedunro3a(OMIM #248600) u cuuapoma Weaxmana-faamonga (OMIM £260400) y
HOBOPOXAEHHbIX, NOMY4ABLUMX NEYEHUE B OTACNEHNN PEAHNMALMM M UHTEHCHBHOM TEPANuK. [IPHBEAEHH! KAWHWECKAR KAPTHHA
3a60N1eBaHMM U 3TANbI AMArHOCTAYECKOrO NOMCKA. [IMArHo3 «NEMLMHO3» ObiN NOCTABNEH B BO3PACTE 2 MECALEB, 4TO NPHBEND
K NO3AHEMY Hasany Cneundmu4eckoro Ne4eHna n HebnaronpUATHO 0TPa3MNOCh Ha NPOrHO3e. [iuarHoa cHHApoMa LLiBaxmana-
[aimonna He Bbin yCTaHOBNEH NPU XM3HA NAUMEHTA B BUY PEAKOCTH JAHHOA NATONOTMA, CRABGOW MH(DOPMUPOBAHHOCTH
CNELMANUCTOB ¥ HANM4MA Y BONBLHOTO KOMOPOMAHDIX 3a60NEBaAHMA.

Kntpuesbie CnoBa: neduuHo3, 60Ne3Hb «KNEHOBOTO CMPONA», CHHAPOM LLBaxmana-flaiMoKAa, HOBOPOX/EHHLIA, OMIM
#248600, OMIM #260400

Summary

Clinical cases of the leucinosis and Shwachman-Diamond syndrome at newborns, who were in a serious condition in intensive
care unitare described. The clinical picture of diseases and steps of diagnostic search are given. The diagnosis «leucinosis» was
made at the age of 2 months that led to belated beginning of specific treatment and adversely affected the disease prognosis.
The diagnosis of a syndrome of Shvakhman-Daymond was not established intravital because of rarity of this pathology, weak
knowledge of pediatricians and comorbid diseases of the patient.

Keywords: leucinosis. disease of ‘maple syrup’, Shvakhman-Daymond's syndrome, newborn, GMIM #248600, OMIM #260400

Peakue(opopannbie) 3a60neBaHHA OKA3LIBAIOT CyLle-
CTBEHHOERIIMAHHE Ha Ka4eCTBO W MPOAOIKHTENLHOCTD
KHM3HH 60.1bHLIX, IPH ITOM CBOEBPEMEHHO MOCTAR/IEHHBIH
AMarHo3 ¥ BOBPEMA HayaToe CIELHPHUECKOE IeYeHHE MOTYT
cnocobcTBoBaTL 6:1arONPHATHOMY 18 *H3HH IPOTHO3Y. 3a-
M10303pHTH Ha/lMuHe peakoro 3aboneBaHus y pebeHka B He-
OHATAjIbHBIA NEPHO — BeChbMa CIOKHAA 3ajaqa [jIs Bpaya-
HEOHATO:10ra, MOCKONbKY 3a4acCTYI0 KJAHHHYECKas KapTHHa
oppaHHOrO 3a60/1EBAHHA HMEET CXOAHYIO CHMMTOMATHKY C
4acTo BCTPEYAOLUENCS MaTonorHeH, ocobeHHo y aerte, Ha-
XOAWMXCA B KPHTHYECKHX COCTOAHHAX B OTIE/EHHAX pea-
HHMALMKH. Mbl NpogomKaeM Q€IHTBCS CBOMMH KIHHHYECKH-
MH HabNioJeHHAMH 33 MALHEHTaMH ¢ peakHmu GonesHaMH
{1, 2, 3] n XOTHMNPeACTaBHTHONMHUCAHHEABYXC1y4aeBOP(AHH
bi1x3a60neBanni( IeHUHHO3 H cHHApoM LlIBaxmana-/laiiMOH-
11a) y neTeH, HaXOAHBILMXCA Ha NEYEHHH B OTAENEHHH HEOHa-
TA1LHOA peaHHMaLMH H HHTEHCHBHOH TEpPanHH ropoOACKoH
KInHHYeCKOH 6onbHHLB! Ne | 1. Yenabuucka.
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JNeitunnos (6one3ns «x1eHOBOrO CHpona») — Haciel-
cTBeHHOe 3aboneBaHHe, ofycnoBNIeHHOE HapylIEHHEM Me-
Taf0NMH3Ma aMHHOKHCIOT JEHUMHA, H30neiuuHa, BajlHHA.
B ocHose 3a6oneBaHHa NeXHT HapywenHe o6MeHa pa3BeT-
B/ICHHO-UEMOYEYHBIX AMHHOKHCIIOT, B pe3y/bTare KOTOPOro
MPOHCXOAHT HAKOMIEHHE B GHONMOTHYECKHX KHAKOCTAX HX
meTabonuToB. CyllleCTBEHHYIO PO/b B MaToreHese HIpaioT
FHIOHATPHEMHS, KETOALMI03, OTEK H aTpodHs MO3roBoA
TKaHH, THNEPAMMOHHEMHA, THMOMTTHKEMHA H HEAOCTATod-
HOCTb rmokoHeoreHe3a. OCHOBHOA TokcHueckHit 3pdext
06yc/ToBJIeH MOBBLILIEHHBIM YPOBHEM NEfillHHA H ero MeTa-
6onutop [4]. 3aboneBaHne MMEET TAXEIOE, MPOrPECCHPYIO-
ulee TeYeHHE, COMPOBOXKIACTCA YrHETEHHEM LEHTPaIbHOH
HEDBHOH CHCTEMBI, CEUHPHUECKHM C/1aIKOBATRIM 3aMAXOM
MOYH, MbILLEYHOH IHNIOTOHHEH, rpy6oi 3agepiKKoH MCHXO-
MOTOpHOTO pa3BHTHA. YacToTa BeTpeuaemocTH cocTamiser
1 #a 120-300000 HOBOPOXAEHHbIX, THI HAC/IEJOBAHUA AYTO-
COMHO-peUecCHBHBIH [S].
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YPAJIbCKUNA
MEAULMHCKUA XYPHAN

CLINICAL CASES

Masnsuuk I1., nocTynun B oTAeNeHHe HEOHATANLHON pe-
aHHMaUKH H HHTeHcHBHOH Tepanuy (OPHUT) ropoackoit kM-
HHueckoit 6ombHHLL Ne | 1. Yenabuucka B Bospacte 7 CyTok
H3 poarnsHOro aomMa. PeGerok ot 2 Gepementoctu (1 Gepe-
MEHHOCTBb — MeRabopT) y eHwuHu 20 neT, npoTekasulei Ha
(oHe yrpo3ul npepuiBasua B 8 u 28 Henenb, recTosa Jerkoi
cTereHH, XPOHHYECKOH BHYTPHYTPOOHOH IMIIOKCHHM Mioja.
Poanica JOHOWEHHKH MansuHK ¢ MaccoRt 3470 1, pocToM
52 cM, oueHkoii moAnrap 8/8 6awios. Cocrosnne pebenka
¢ POKZEHHA PaCLEHHBANOCh KaK YNOBNETBOpHTENbHOE. Ha
4 CYTKH XH3HH MaJB4YHK CTai GeCroKOHHRIM, Hava 3anpo-
KHABIBATh NOJIOBY, TOBRICHJICA MBIILEYHbIH TOHYC, NOABHJIHCH
HEraTHBHAA PCaKUHA Ha OCMOTP, MOHOTOHHRIA CTOHYLUHMHA
kpHK. K 6 CyTkaM >XHIHH OTMEYaIHCb BLIPAXEHHOE 3aMpo-
KHIhIBaHHE NOJIOBBI, THNEPTOHYC pasrubareneii, yseaH4YeHHe
pa3MepoB H HanpskeHHe GOJBLIONO POAHHMYKA, OAHOKpAT-
HOE NOBLILIEHHE TeMnepaTyphl Tena ao 37,6°C, nossiaeue
TOHHKO-K/IOHHYECKHX cypopor. Ha HefipocoHorpaduu 8 |
CYTKH XHM3HH MaTONIOTHH He BBIABICHO, HAa 4 CYTKH — cy63-
NEHANMANBHOE KPOBOHITHAHHE ClIEBa, IPHIHAKK OTEKa MO3-
ra; Ha peHTreHorpaMMe IPYAHOH KIeTKH — be3 naronorkx,
B 0OWHX M OHOXHMHMUECKHX aHainH3ax Ge3 ocobenHocreii,
C-peaxTHBHBH 6€n10K OTPHLIATENIbHBIA, KIHMHHYECKHA aHa-
NH3 HKBOpa — Ge3 naronornH,

Ha 7 cytkn xu3ud pebeHok nmoctynun 8 OPHUT
KB Ne | B TAXen0M COCTOAHHM 3a CUET HEBPOJOTHYECKOH
CHMNTOMATHKH. Co3HaHHe — KOMa | CTEMEHH, CEPHA TOHH-
YECKHX CYROPOT, YHETEHHe (HIHONOTHIECKHX PedreKcos,
Gonbluo ponruyok 3x3 oM, 3anapwni. KopMuicsa pebenox
4epe3 30HA no 15 mu. Yepes 3 cyrok npeGubanna 8 OPUT
COCTOSIHHE MANBAHKA YXYAWKIOCh, HA (OHE MOBTOPHBIX TO-
HHYECKHX CYIOPOT OTMEYAICA IMH30A aNHOd ¢ Opanukapau-
e ¥ CHIDKeHHeM caTypatui, yto notpebopano HBJI B Teye-
HHe 7 cyTOK.

3a BpeMs npeOhIBaHHA B OTAENCHHH COCTORHHE pebeH-
Ka OCTABAIOCH THXKENKM, OTMedascA nceBaobynbOapHuii
CHHApOM, cnabnii kauuieBoH peduexc, OTCYTCTBOBANH ro-
TOYHBIH, IIOTATENbHKRA, cocaTenbHbIA peduiekch, Ha doxe
MPOTHBOCYAOPOXKHOH TEpanHH COXPaHAIHCH IMH3OAK TO-
HHYECKHX CYROPOT, MHOKIOHHH. [103HABATEbHAA AEATENDb-
HOCTBb Y peGeHKa OTCYTCTBOBAIA, IUIA4 HOCHI MOHOTOHHLIH,
HEIMOLHOHAJIBHRIA XapaKTep, OTMEYANach AMHMHA JIHLA.
TNocrenenno 6w pacwHpeH obbeM nuTanua no 60 ma Ha
OIHO KOpMJICHHE, NPHOABKH Beca ORI HENOCTATOUHBIMH: B
1 Mecay mMacca Tena coctasuna 3430 r (- 40 r OT poXXAEHHA),
K | Mecsuy 3 Hezenam orMedanach nprbGapka Beca no 3950
r. B TeyeHHe nepehiX ABYX Heaeab BO3HHKANA NOTPeGHOCTS B
BLIBCICHHH MOUH C MOMOLLBIO KATETEPa, PH ITOM MOCTENECH-
HO cTaul ofpaiwars Ha ce6f BHHMaHHe HEOOHYHBIR caaako-
BaTHIfi 3aMmax MOYH. YUHTRIBAA KIIHHHYECKYIO KapTHHY, ObL1a
34M0103pEHA IEHETHYECKAA MAaToNOTHA, 0OycnoBieHHas
BEPOATHHIM HapylueHHeM obmeHa seuwtects. Peberox Guin
OCMOTPEH NeHETHKOM, KOTOPHIH PEKOMEHNOBAN NMpPOBEACHHE
TaHIEMHO# Macc-CreKTpoMeTpHH. B cembe HacnencTaeHubie
3a6oneBaHHsA OTPHUANH.

Pebenky Obuio nposeneHo credyiouee obeaeno-
BaHHe: B OOL(MX AHATH3AX KPOBH M MOYH, GHOXHMHYECKHX
aHAIH3aX KPOBH B TEYEHHE BCETO BPEMEHH HAXOXKNEHHA pe-
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6eHKa B OTHENEHHH OTKIOHEHHH OT HOPMBI HE OTMEYANIOCh,
aHANH3Bl KPOBH H IHKBOPA ABAKIE METOIOM [1OTHMEDPA3HOH
uenHo# peakuns Ha JJHK supyca npocToro repneca u uu-
TOMETaoBHPYC GBITH OTPHUATENbHBIE, KIIHHHYECKHA aHATH3
nuKBopa —~ 6¢3 naronoruu. [lpaxisl NPOBOAMIOCH HCCNIENO-
BaHME CYTOYHOH MOYH Ha KaueCTBEHHbIC TECThl ACHEKTOB
obMeHa BelwecTs: B Bo3pacTe 17 CYTOK — KETOHYPHS, reMo-
ro0HHYpHA, B Bo3pacTe | Mecsua — keToHypHa. Hauefipo-
coHorpadHHOTMEYANHCh TH(YIHBIE HIMEHEHHA MOITOBOH
TkaHu. Ha 33T 68in1 3aHKCHPOBaH HH3KOAMTHTYAHBIHA NaT-
TepH D3I ¢ HeYeTKo OYEPYEHHBIMH JMTH301aMH N1OABIEHHA
6HO3/IEKTPHYECKOH aKTHBHOCTH ro/IOBHOTO Mo3ra. B Bo3pac-
Te 1,5 Mecsues Obia NpoBeaEHa KOMNBIOTEPHAA TOMOTPadHa
TOJIOBHOTO MO3ra: B BEWIECTBE MONYIIAPHA MO3IKE4KA, BH-
COYHBIX H N06HBIX 06nacTeit onpenenAnsuch o6WHPHLIE 30HbI
NOHWKEHHOH IUIOTHOCTH HempaBHIbHOR (opmbl. Kposb A
NpoBeeHHA TAHIEMHOH Macc-ClIeKTPOMETPHH Obina BIATA Y
pebenka B Bo3pacte | MecAua.
PeGeHok nonywan cieaylowee JeYeHHE: KOPM-

nenve cMechlo «HaH» yepe3 3oun, anTHOakrepHanbHas H
NpoTHBOrPHOKOBAA TepanHi, aueTas’onaMua (aHakapb), ka-
NMA M MarHHa acnapardsar, ¢penobapburan, sansnpoesas
KHMC/IOTa (KalUTH BHYTPb), CBeuH HHTepdepoH anbda-2b. B
Bo3pacre | MecsAua 24 CyTOK Manb4HK OblT MIEPEBEAEH B He-
BPONOTHYECKOe OTAENEHHE AeTCKoi GonbHHumM. Yepes 5
IHeR nocie nepesofa ObLT MOMYYEH Pe3ynbTaT TaHZEMHOH
MacC-CMIEKTPOMETPHH M3 MEIHKO-FeHTHYECKONo Hay4Horo
ueHTpa . MOCKBbI: BBIABICHO MPCBLIILCHHE KOHLUEHTPALHH
neHuMHa/n3onefiunHa B 6 pas. Manbunky Omln nocramieH
AHarHo3: neruHHo3 (6onesHs «kieHosoro cuponar). Ha mo-
MEHT MOCTAHOBKH [IHarHo3a peGeHKy 6s110 2 Mecaua.

TporHo3 y GonbHRIX NEHLHHO30M 3aBHCHT OT CPOKOB
MOCTAHOBKH QHArH03a H Hayana CreLHATHIHPOBAHHOTO Jie-
uenus. K coxanensto, B JaHHOM C/1y4ae MOXHO KOHCTATHPO-
BATh MO3QHIOK AMATHOCTHKY GO/IE3IHH «KJIECHOBOIO CHpona»,
YTO APHBEJIO K 3aNa3AbIBAHHIO HaYana crieuHpHYeCckoi Tepa-
NHH H BO3HHKHOBEHMHIO y pebGeHka rpy6oit 3anep>KKH NCHXO-
MOTOPHOIO Pa3BHTHA, CHMIITOMATHYECKOH IMHIENCHH, HHC-
XO[AWER ATPOPHH 3PHTE/IBHBIX HEPBOB, MHOMHH BRICOKOH
crenenn. B nansHefmem pebeHok nocrosHHo Habmonancsa
FeHETHKOM, HEBPOJIOrOM, Mony4an nedebHoe nMHUTaHHe, He-
O/IHOKPATHO JIEYHSICA B OTAC/NICHHH BPOXIEHHBIX H Hacaen-
cTBeHHBIX 6one3HER ¢ NOpaXKeHHEM HEPBHOH CHCTEMBI H Ha-
pywensem ncuxuky y aereit HUH neanarpun r. Mockssl,

CungpoM Illsaxmana-[afimonna (CLULA) - pea-
KO€ HacleAcTBeHHOe 3a00/NeBaHHE, XapaKTepPH3YIOLCeCs
BPOXEHHOH JK30KPHHHON HEAOCTATOYHOCTBIO MOMKE-
NyNOYHOM Kene3bl, HEHTpONeHHeH, Kotopas MoxeT OuTh
npexonsiled, HapylUEHHAMH XEMOTAKCHCa HEHTPO(HNOB,
MeTaH3apHEIMAHIOCTO30M, 3ANEPXKKOH PAIBUTHA M HHIKO-
pocaoctsio[6). Hacneayetcs nannoe 3abonesanue no ayro-
COMHO-DELIECCHBHOMY THITY, BCTPEYaeTca ¢ 4acToroil | Ha
50-76000 noBopoxaeHHnix. Passutne CLUJ o6ycnomrneno
panoM MyTaum# B reie SBDS, pacnonoxeHHOM Ha UTHHHOM
wieye 7 xpomocoMni[7).Benok SBDS npucyTcTBYyeT BO BCEx
KJIETKAX OpraHH3Made/noBeka:s HEGOMbIIOM KOAHYECTBE OH
CONIEPKHTCA B MEYEHH, NMOYKAX, NOJOBHOM MOIIE, JIETKHX,
B TKAHAX I71a3a, HO B HanbonblleM KONHYECTBE ITOT Geok
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NpeICTaBAeH B KIETKAX IOIKE1YIOYHON Ke:1e3bl, KOCTHOH
TKaHH, KOCTHOro Moira (8, 9]. ITHM MOXHO OOBACHWTL
MHoroobpaine KiMHHYeckux nposnitenui CUIM, yroobyc-
JIOBIMBAETTPYAHOCTh IHarHOCTHKH JaHHOro 3abonesaHus,
0coBeHHO Yy 1eTeH paHHero Bospacta. B rpyasom sospacre
y NalHeHTOB HApyWAeTCA POCT, OTMEHAETCA BBHIPAKEHHAS
cTearopes NMpPH HOPMAIbHOM YPOBHE X'IOPHIOB 11OTa H OT-
CYTCTBHH IeHa MYKOBHCLIHI033. TpoMOOUHTONEHHS NPHUCYT-
ctByeT y 70% nauneHtos, aHeMHa — y 50%. mueronncnaa-
CTHYECKHHA CHHIPOM pa3BHBaeTca Y 33% 6Go:1bHbIX, @ OCTPBIA
MHEI0MeRKo3 — y 24%. CMepTh 60:1bHBIX Yawe Bcero ofy-
CNOBIEHA PELHAHBHPYIOLIMMH MHOTEHHLIMHHHOEKUHAMH.
HcToNMOrHYECKOE HCCIEI0BAHHE MOIKETYIOUHOH Kene3bl
1103B0/1A€T OOHAPYXHTh 3aMEILEHHE ALHHYCOB XXHPOBOM M
COEIHHHTENLHOR TKaHbiO [6).

Manpunx B. nepeseaen 8 OPHT I'Kb Ne 1 r. Yens-
6HHCKa H3 PONILILHOIO 10Ma B MEPBLIC CYTKH XH3HH B TA-
XENOM COCTOAHHH, OOYCIOBIEHHOM IBIXAaTeIbHOM HEHOo-
CTaTOYHOCTBIO, CYIOPOXHBIM CHHIpoMoM. PeGeHok ot |
GepeMEHHOCTH Ha (POHE FHNEPKOAryIALHOHHONO CHHIPOMa,
XPOHHUYECKOro GPOHXHTA, reCTaLHOHHONO CaxapHoro auabe-
Ta, XPOHHYECKOH THIIOKCHH ioaa. Marepu 25 net. Poasl B
38-39 Henenb, caMocTOATENbHBIE. POIH.ICA MaTLUHK ¢ BeCOM
2140 1, poctom 43 cM, oueHkon o Anrap 6/7 6a:1nos.Yxya-
LIEHHE COCTOSHHA BOIHHK.10 Yepe3d 20 MHHYT Roc/ie poxie-
HHA, KOI/la MOABHIICA CYJOPOXHbIH CHHAPOM, pebeHok Gbin
nepeneneH Ha UBJI. Yepes 22 4aca nociie poxaeHHa Manb-
unk noctynuwi B OPHUT I'KB Ne 1. Yepes 2 cyrok pebenok
61 JxcTyOnporan u nepeseden Ha NCPAP. B Bospacre 3
CYTOK Y ManbiHKa Obi BBIABAEH BPOXIEHHBIA NOPOK cepaua
~ AEPEKT MENOKETYI04KOBOH NEPEropoakH B MeMEPaHO3HOM
HacTH 4 MM, OTKDBITHIH apTEPHAIbHBIA MPOTOK, NMPH3HAKH
YMEPEHHOH JIETOYHOH THNepTeH3Hn. Yepes Heaenio pebeHok
611 nepeBeneH Ha CaMOCTOATEIbHOE JbIXaHHE, HO B Teye-
HHe NIBYX [HEeH CHOBa OTMEYa10Ch HapacTaHHe AbIXaTebHOH
HENOCTAaTOYHOCTH, 4TO noTpeboBato NpoBedeHHs pecrH-
paropHor noanepxkkH uepe3 NCPAP. B sospacte 20 cyTok
NOABWIKCH MOBTOPHRIC TOHHYECKHE CYIOPOTH, YBEIHUWIACh
CTerneHb QbIXATENbHON HEJOCTATOUHOCTH, H ManbdHK BHOBB
611 nepesenen Ha HBJI.

3a Bpems npebbiBaHua pebenka 8 OPUT co cropons
PeCNHPaTOPHOrO CTaTyca OTMEHAIOCh [OCTENEHHOE pas-
BHTHE CHMNTOMOB GPOHXOJIETOYHOH AMCILI1A3KH:NEPHOAb!
CTabHUIM3aUHMH COCTOAHHSA, KOT1a MATEMHK HAXOAMIICA Ha Ca-
MOCTOATEILHOM IbIXaHHH, YEPEI0BANKCH C MEPHONAMH YXya-
WeHHA, TpeOOBABIIHMH HEHHBA3HBHOMH PECNHPATOPHOHA NOA-
aepxkh wau UBJL. C Bo3pacta 4 mecaues UBJI nposogunace
uepes TpaxeocTomy. B onepatuHoM nedeHHH BPOKAEHHOTO
MOpPOKa CepAua Ha JaHHOM Tane pebeHoK He HYXAaics, OH
AWHaMH4YeckH Habmiogancs cneunanucramMH DenepanbHo-
IO UEHTPa CepIeIHO-COCYAHCTOH XHPYPrHH I. YenabuHcka.
C nepBbIX IHEH KH3HH MalLHEHT O4eHb NA0X0 Npubasnan B
BECE, OTMEYAIOCh NMOCTOAHHOE NPOrpeccHpoBaHHe Genkoso-
JHepreTHYecko#t HepocTarouHocTH. [Ipubasxa Beca 3a 7 me-
cAueB cocTaBnia 1730 r, npH 3TOM 0TMEYANOCh H OTCTaBaHHe
B pocTe — Macca Tena B 7,5 mecaues Guina 3860 r, auHa Tena
— 59 cM, BeC OTHOCHTE/ILHO JaHHOH [UTHHBI Tea COCTABJIAN
meHee 3% ueHTHIA.PebeHOK KOpMHICA uepe3 30HA, ycBaH-
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san no 110 mn cMecH Ha onHo xopmieHHe. Beerna obpaman
Ha ce6s BHHUMaHHe 061K BHA 601bHOTO — Ha (OHE THMOTPo-
GHYHBIX KOHEUHOCTEH W TYJOBHIUA XHBOT ObUT yBEAHdeH B
oObeme, B3AYTHIA, HO Bcerna MATKHRA H Ge36os1e3He HHEIR npH
nansnauui. Ctys 611 Halle BCEro CaMOCTOATENbHbIH, HAO-
ra nocje OYHCTHTENbHOM KIHM3IMbI, XapaKTep Kajla Kakux-
160 ocobeHHOCTEH He conepkal, NONO3PEHHH He BhIIKBAI,
Oanako, B KONporpaMMe Ha BCeM NPOTAKEHHH TOCIHTAIH-
3aLUMH OTMEYalach CTEATOPEA 33 CHET HEHTPAILHOIO XHpa.
Ha done nprema nankpearHHa ynyqiieHHA B KOIpOrpamMme
He 6b110. Co CTOPOHK HEBPONOrHYECKOTO cTaTyca y pebeHka
OTMEYATHCh NPOARJIEHHR CYIOPOXHOTO CHHApOMA, rpybasi
3aA€pXKKa MCHXOMOTOPHONO Pa3BHTHA, OTCYTCTBHE MO3HABA-
TE/IbHOM 1EATENLHOCTH, CKYAHBIH IMOLHOHAJILHBIA CTATYC.

B ofwem aHanH3e KpOBH NMEPHONHYECKH OTMEYAIOCH
CHHXEHHE abCOMOTHOO H OTHOCHTENBLHONO KOMHYECTBA
HEHTPOHIOB: MPHMEPHO OfHH pa3 B 1,5 Meciua ypoBeHb
HEATPOGhHNOB pesko onyckanca Ao 10-13% c nocnenyomumM
NoBLILIEHHEM 10 HOpMaTbHbLIX uMdp. TaknM obGpasom, 3a
7.5 mecaues rocnutatulauxy peberka 8 OPUT y nero or-
MEYAI0Ch HETBIPE MH304a ITHKOBOTO» CHHXXEHHA YPOBHA
HEATPOPHIOB ¢ OBICTPBIM (B TeueHHe 6-12 aHel) BoCCTAHOB-
71eHHeM 10 HOpMBI. TpoMOOoLHTONEHHH H NEHKOTIEHHH Y pe-
Genka He b0, HO OTMeYaslach aHEMHS, koTopas TpeGosana
KOPPEKLIHH NMyTeM reMoTpaHcdy3uHu ¢ 4aCTOTOR NPHMEPHO |
pa3 B 3-4 Henenu.[IBaxan MPOBOAWIOCH HCCIEAOBAHHE HA
Hanbosee yacTele BHYTPHYTpOGHbIe HHEKLUHH (UHTOMEra-
JIOBHPYC, BHPYC NpOCTOro reprieca | # 2 THIOB, TOKCOILTA3MA,
MHKOMNa3Ma, ypearuiaima) MetoaoM [T1IP, ananu3s: 6euTH OT-
pHuaTeabHble. BblIo NpoBeaeHO MONEKYIAPHO-TEHETHIECKOE
HccnenoBaHHe Ang noucka 30 HauGonee yacThIx MyTalHi B
rede CFTRanA HekIOueHHA MYKOBHCLIMAO32 — yKa3aHHBE
MyTalMH He O6biH oOHapyweHH. [IpoBomMnHCH HecTenoBa-
HHE KADHOTHIA — NONYYeH HOpMaIbLHEIH pesynbTar (46 XY),
TaHIEMHAA MaCcC-CMEKTPOMETPHA — MATOJIOTHH HE BBIARICHO,
HCC/IeN0BaHHE CYTOYHOH MOYH Ha Ka4eCTBEHHBIE TECTH Ae-
¢bekToB 06MeHa BEILECTB TPHXKALI — UHCTHHYPHA. B muardo-
CTHYECKOM TOHCKe MPHHHMAMH YHaCTHe BpayH PadIHUHEIX
crneuHanbHocTe, peGeHKy MPOBOAHIHCH HEOQHOKPATHHIC
yNBTPa3ByKOBBIE€ HCCIIEZOBAHHS TOJIOBHOMO MO3ra, OpPraHoB
6pIolIHOMN NOOCTH K Movek, CepaALa, MpH KOTOpEIX 06GHapY-
XHBATIHCh HECTIEUHHUYECKHE HIMEHEHHA COOTBETCTBYIOMMX
OpraHoB.

Manpink nomyunn cneayiollee edeHHe: KOPMICHHE
MOJIOYHOH CMECBIO (CMECH I HENOHOWEHHLIX H MAIOBEC-
HBIX I€TeH, FHMOALTIEpreHHEIE CMECH, MTyOoKHHA rHIpONH3aT
kasenHa «®puconen AC»), pecriHpaTtopHas Tepanus, aHTH-
6axrepHanbHad H MPOTHBOrPHOKOBAA TEPaNHA, CITHPOHO/AK-
TOH, KAJIHA M MarHHA acnaparvHar, KanTonpui, GQypoceMHs,
BANBNPOEBAA KHCIIOTA, KYPC AEKCAMETa30Ha, JOMIIEPHIOH,
NaHKPeaTHH, HHranauxx Gyneconnaa, Huparponus GpoMuia
H (eHoTepoa, TpaHCOY3HH IPHTPOLMTHON MAaCChl M CBEXKE-
3aMOPOXEHHO# MIA3IMBI, KyPChI TPOGHOTHKOB.

B Bospacre 7,5 mecaues peGeHok Gnin mepeBedeH B
OPHT getckoit 60mbHHLBI TO MECTY XKHTeNLCTBA. B nansHed-
leM HaCTyNH JIETANIbHBIA MCXON OT AEeKOMIEHCHPOBAHHOH
IbIXATeNBHON HEAOCTATOYHOCTH.

B pe3yabTare naronoroaHaToOMHYECKOTO HCC/eJ0BAHHA
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OCHOBHHIM 3a00/1eBaHHEM ABHIACH BPOXNIEHHAs THMOIIa-
IWA NOLKENYAOYHOM Xenesnl ¢ aunomaroloM (CLUM): TkaHb
no/KeNYROYHOH Xene3nl cnabo auddepeHunpyercs, npe-
MMYIIECTBEHHO TNpeAcTaBieHa OCTpoBkaMu JlaHreprauca,
KOJIHYECTBO ALMHYCOB PE3KO CHHXEHO, MECTAMH OHH MOJIHO-
CTBLIO OTCYTCTBYIOT, AM(QY3HHIE OOLIMPHLIE pa3pacTaHHA
KHpOBOH TKaHH, HHOPO3 NapeHXHMBI NedeHH, nacTodpHbpo3
JHIOKapAa JeBoro xenynouka. KomopGuaHwe cocrosHus
- BpPOXAEHHBIH HedeKT MEXOKEeNyA04KOBOH MEpPEroposikH,
6pOHXONErOYHas AHCILIA3HA, IErOYHAA THIEPTEH3HA 5 CTa-
anH no XuTy-2aBapacy. OCloKHEHHA — ABYCTOPDOHHAA M0-
JMaUHHAPHAA CEPO3HO-THOHHAR OpPOHXOMHEBMOHHA, MpO-
rpecCHpYIoLIas JEroYHO-CEPACIHAR HEAOCTaTOYHOCTD,

Takum o6pasom, anarHos CLLJI y nannoro GonbHOTO
6kl yCTaHOBJIEH TOIBKO B PE3YNbTATe NAaTOAONOaHATOMHYeE-
ckoro HecneaopaHua. TIpH H3HH nauueHTa y Bpaueil pas-
NHYHBIX CTIEUHATIBHOCTEH MONO3PEHHA HA HANIHYHE JAAHHONO
3abonesaHus He BO3HHKANO B BHAY €ro PEAKOCTH H cnaboi
HHPOPMHPOBAHHOCTH cnelfHankcToB. Hannuue y GonbHoro
KOMOPOHIHBIX COCTOAHHH B BH/E TAXENOH GPOHXONErOuHOR
AKCTIa3HH, BPOXKIAECHHOTO MOpOKA CEpAUa, HEBpONOrHYe-
CKOW CHMITTOMATHKH, 6€3yCIOBHO, CO31aBANIO 3HAYHTENbHbIE
TPYAHOCTH B JAHAIHOCTHKE AAHHOTO KJTHHHYECKOTO CAyyas.
Mporxo3 npu CLUJY Bcerna cepbe3Hbif, MHOTHE MALIKEHTRI
norubaloT B nEpBEIe MECALILI XKHIHH OT NPHCOEAHHEHHA HH-
dexunonnbix ocnoxHenui. Ecnu peGenok nepexupaer pan-
HHI BO3PACT, Ja/bHEHILIHI MPOTHO3 MUIA XXH3HH MOXET ObITh
6onee 6naronpuaTHEIM[10]. K coxanenHio, B ONMHCLIBAEMOM
HaMH Clyyae AHAarHOCTHPOBATh AaHHOC 3abonesaHHe npH
KM3HH MAlIHEHTa He Ya10Ch.

lpeactaBnenHbIe B CTaTbe OMHCAHHA KAHHHYECKHX
ClyyaeB NEMOHCTPHPYIOT 3HAYHTENbHBIE CIOXHOCTH, C
KOTOPBIMH CTa/NKHBAalOTCS Bpayd NpPH QHarHOCTHKE pel-
kHX 3abonesanuii y HoBopoxneHHbIX aered. Heobxoaumo
6onbuwe roBoputh 06 opdaHHEX 3a60oneBaHHAX, TaK KaK
ITO BOCMHTRIBAET Yy BpaucH OnpeleneHHYI0 HaCTOPOXCH-
HOCTH B OTHOLICHHH peaknx GonesneH, uto cnocobeTByeT
Gonee paHHeR IHarHOCTHKE H, KaK cleacTBHe, Gonee Gna-
FONPHATHOMY MPOTHO3Y ANA XH3HH H IAOPOBBA KOHKPET-
HOTO MauHKeHTa. |
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