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Onpenenenue. Tpuxorenaro3HTepanbHbII
CHUHJIPOM (CHHOHUM CHHJIpOMAaJIbHasl WIH (PEHOTH-
UYecKas auapes) — peaKoe BPOXIACHHOE 3a00-
JIEBaHHE C MPEUMYILIECCTBCHHBIM MOPAKECHUEM KH-
meunuka [1]. Xapakrepusyercs 3aJep:KKOil BHY-
TPUYTPOOHOTO Pa3BUTHS, TSKEIOM XPOHUYECKOM
nuapeeil ¢ 1e0I0TOM B MJIaJIGHYECKOM BO3pacTe,
XapaKTEepHbIMU 4YepTaMH JIMIA, aHOMAJIbHBIM PO-
CTOM BOJIOC U UIMMYHHBIMH HapyIIEHUAMH [2].

Onuaemuonorusi. TI'D cuampom, penkoe
ayTOCOMHO-periecCUBHOE 3a0ojeBanue. Yacrora
Bcrpeuaemoctu 1:1000000, cooTHOIIEHHE IOJIOB
1:1 [3, 4]. 3aboneBanue BcTpevyaeTcs BO BCEX TI0O-
MyJALUAX, Yallle B peTHOHax, IJIe paclpocTpaHe-
HBI OJTU3KOPOACTBEHHBIE Opaky (OOJbIIast ITOJIOBHU-
Ha JIeTe POXKICHBI B €AMHOKPOBHBIX Opakax) [1].
B Poccuu onucano 2 cimygas B 2015 r. [5].

PacnipocTpaneHHOCTh MOXKET OBITH HEJIOOILIEHE-
Ha U3-3a TOTO0, YTO 33 MEAUIIMHCKOH MTOMOINIHIO 00-
pamaTcs JUIIb JIIOAU CO 3HAUYUTEIbHBIM IOpa-
JKEHHUEM JKeJTyJOYHO-KHILIEYHOTO TpakTa [2].

Hcropuueckas crnpaska. Bnepsbie cunHapoM
(henotummaeckoit auapen omvcad B 1982 1. Crankie-
POM M COaBTOpaMH, KOTOpPbIE Belu HaOIIOIeHUE 3a
JIByMsI ICTBMHU W3 OJTHOM CeMbH (OpaTtoM U CeCTpoii),
POMMBIIMXCS OT 3[IOPOBBIX POIUTENEH, UMETH XPO-
HUYECKYIO JIHapero, AUCMOPGHU3M JIMIa 1 yMEpIH B
parHeM Bospacte [6]. B 1994 1. XKupo u coaBTOphI
u3yyanu 8 AeTeil ¢ XpOHMUYECKOH auapeei, Havaio
KOTOPOM MPUXOAWIIOCH Ha 1 Mecsl ku3Hu. Y aeren
ObUTa aHOMAJUS POCTa BOJIOC, AMCMOPQU3M JHUIIA.
JlBoe u3 8§ jereii ObLIM POXKIICHBI B CEMbSIX OJIM3KUX
POICTBEHHUKOB. JKHPO 1 COaBTOpPHI Ha3BaIM 3a00Je-
BaHME TPUXOTeNaTO3HTEPAIILHBIM CUHAPOMOM [7].
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B nepuon ¢ 2000 nmo 2007 1. pa3Hble aBTOPHI
OTNUCHIBATU HOBBIC ciiydau 3aboneBanus [8—11].
B 2007 r. A. ®abp u COaBTOPHI MPEIIOKUITH 00Be-
JUHHUTH 2 CHHApPOMA MOJ OJHUM Ha3BaHHEM, IO
Hanbojee dYacTo BCTPEUAONIUMCS TIATOJIOTHUSIM
Pa3BUTHUSL — TPHUXOTENATOIHTEPAIbHBIN CHHAPOM,
TPUXO — TATOJIOTHS BOJIOC, T€IIaTO — MOpakeHHe
[IEUYEHH, SHTEPATIbHBII — MOpPaKeHUE KUIICUYHUKA
[1]. Bcero B mepuon ¢ 1982 mo 2017 r. onucano 80
ciaydaeB 3aboneBaHus [2].

JtHonorusi. Tpuxorenaro’HTEPUUECKUI CUH-
JIpOM — ayTOCOMHO-PEIecCUBHOE 3a00JieBaHUE,
BbI3BaHHOE MyTanued B TTC37 B 60% cayuaes
unu SKIV2L B 40% ciyuaeB [2]. DT TeHBI KOIU-
pytoT 6enku nociaenoBarenbHoCcTH JJHK mposxokeit
Ski3p u Ski2p cooTBeTCTBEHHO, PYHKLUS HX U3Y-
YeHa HEJO0CTAaTOYHO, HO WCCJEeNOBaTeNd Tpea-
[0JIaraloT, YTO OHU PaboTal0T BMECTE C APYTUMHU
OenkaMH B KJIETKaX, YTOOBI Paclio3HaBaTh U MHAK-
TUBUPOBaTh aHOMajibHble MoJiekyiabl PHK, uro
OYEHb BAKHO JUIsI JAJIbHEHIIEro HOPMaJIbHOTO PO-
cra kietok [1]. I'en T7C37 pacmonoxkeH Ha JTHH-
HOM Iuteue 5 xpomocoMsl. I'en SKIV2L pacnono-
JKeH Ha KOPOTKOM IIIede 6 XpOMOCOMBI.

K/IMHUKA

TI'D cunapom xapakrepusyeTrcs 9 mpu3HaKaMu:
3 W3 HUX SABJSIIOTCS TOCTOSTHHBIMH: XPOHHYECKas
Jyapesi, TMCMOpQH3M JIHIAa ¥ aHOMAIMs pocTa BO-
noc. 2 Berpevarorcst B 90% ciryuaeB: 3aepKKa BHY-
TPpUYTPOOHOTO Pa3BUTHSI © UMMYHOAC(UIIUTHBIE CO-
CTOSIHMSA. 2 BCTPEYAOTCSl YacTO: aHOMAJIUS KOKHBIX
MOKPOBOB M 3a00JIeBaHHS NIEUCHH U 2 BCTPEUAIOTCS
penKo: BPOXKACHHBIE TOPOKH Cepala W aHOMaJHs
TpomOornToB [1]. Ouens peaxo mpu TT'DC BeTpeua-
eTcsl TIaxoBasi TPbDKa, arpoQus THMyca, IIayKoMa,
THUIIOTHPEO03, TTOTUKUCTO3 TodeK [12]. Y OGonbImmH-
CTBa JeTe — 3a/1ep’KKa YMCTBEHHOTO pa3ButTus [1].

Hetun, kak mpaBUiio, POKIAIOTCI C 3aJEPKKON
BHYTPUYTPOOHOTO Pa3BUTH, KOTOpasi MpOrpeccu-
pyet nocie poxzaenus [1, 2]. Ha KoXXHBIX MOKpoO-
Bax MOXKHO OOHapYXWTb IISITHA LIBETA «Ko(e ¢ MOo-
JIOKOM», KOXa Cyxasi, CKJIOHHasi K OBICTPOMY HH-
dbummuposanwmio [1, 2, 13, 14].

AHOMaNHs pa3BUTHA BOJIOC Hanbojee CTOMKUI
MIPU3HAK TPU JAaHHOM CHHJIpoMe. Bomocsl umeror
«WEPCTUCTBINY BHUI, CyXUE U JIOMKHE, YacTO IIO0-
paXXEHBI Y3JIOBOM TPHUXOKIa3uel (BOJTOKHUCTHIC
pacileIuieHnsl BIOJIb CTEPKHS BoJioca, OenoBaTo-
cepble Y3JIbl Ha y4yacTKax paclierieHus). Oia-
CTUYHOCTPH BOJIOC CHM)KEHA, CKIIOHHBI K OBICTpOMY
BhImaaenuio [1, 2, 14].

Hetn ¢ TI'DC uMmeroT mMUPOKUIl U BBITYKIBIH
7100, IHUPOKYIO TEPEHOCHULLY, THIIEpTENIopu3M (yBe-
JIMYEHHOE PACCTOSIHME MEXAY IJ1a3aMu), HU3KO IO-

CaKEHHBIE YIITH, 00JbIION POT. JlucMopdu3sm nuna
MPOSBIISIETCS ¢ BO3pacToM manuenTa [1, 2, 5].

XpoHHnueckasi BOASHUCTAs JUapest pa3BUBAETCS
C IEepPBBIX MECALEB XHU3HH, yalle B nepBble 2-3
HEJEeNN, BO3HMKAET HECKOJBKO pa3 B JIEHb H3-3a
yero peOeHOoK mepecTaeT NpudaBiIsATh B BEce, a 3a-
TeM U B pocte [2]. Ecnu BoBpeMsl HE HavaTh Jeye-
HUE, y peOcHKa OBICTPO Pa3BUBACTCS TUIIOTPOUS
C IMOCJEIYIOIUM CMEPTEIbHBIM HcXonoM. Jlaxe
IpH NapeHTepaIbHOM MUTaHUH, PEOCHOK MPOIOI-
’KaeT OTCTaBaTh B MacCO-POCTOBBIX MPHUOaBKax OT
CBOUX CBEPCTHUKOB [1].

VY MONOBHHBI MAlMEHTOB BCTpevaeTcs 3adoiie-
BaHHUE IIEYCHM, B BUAE LMppo3a miu Gudposa c
nponudepanneil KeruHbIX npotokoB [2]. MHoroa
BCTpEYAETCs M30IMPOBAHHAS I'€lIaTOMETaIusl, TaK-
JKe OMMCaHbl ciy4yau remarodnactomsl. [lpu or-
CYTCTBHUH JieueHHsd y peOeHKa pa3BUBaeTCs Iede-
HOYHAsl HEIOCTaTOYHOCTh, YTO BIOCIIEICTBUU MO-
JKeT TPUBECTH K cMepTH [2, 5, 15].

ITpu3nakaMu  UMMYyHOAE(HUIUTA  SBISIFOTCS
CHIDKEHHBI YPOBEHb HMMYHOIJIOOYIMHOB, IpH
MTOBBITIICHHOM COJICPKAaHUW WMMYHOTIIOOyIHHA A
(runepuMMyHOIIOOYIMHEMHUSL A), HapyLICHHE 00-
pa3oBaHusl aHTHUTEJ MOCJIE BaKIMHAIMU, CHUKEH-
HOe KonumuecTBo MuMdonuTos. et yacto Goe-
10T OaKTepuanbHBIMA UHPEKIUSAME, HEPEAKH CITy-
yau cericuca [1, 2].

K nmopokam cepima oTHocHTCS aopTajibHas He-
JIOCTATOYHOCTb, CTEHO3 JITOYHOW apTepuu, TeTpa-
na ®amno, JIMIIIT, IMXII [1].

TpoMOOIIUTH YBETUYEHBI B pa3Mepax, HO MpHU
3TOM CKJIOHHOCTH 00pa30BbIBATH KPOBSHBIE CI'YCT-
KH B HEMOBPEKACHHBIX COCYIaxX WIH HEIOCTaTo4-
HOMY CIUNIAHUIO TPOMOOITMTOB TIPH KPOBOTEUE-
HUU HE omucaHo [2, 5, 14].

INPPEPEHUNANBHAA TUATHOCTUKA

HuddepeHupyoT TpUXOTENaTOdHTEpATHHBIN
CUHJIPOM C JAPYTMMH XPOHUYECKUMH JIHAPESMU,
OOJBIIMHCTBO M3 KOTOPBIX CBSA3aHO C MH(EKITHOH-
HBIMM WJIH aJUICPTUYCCKUMH 3a00JCBaHUSMU U
MPOXOISIT TMOCHE YCTPaHEHUsT BO3OYAHUTENS WIIH
ajuieprena [2, 16].

MaspabcopOuusi, BbI3BaHHAs HENEPEHOCHMO-
CTHIO TUTIOTEHA (TIeTMAKWs) WU JaKTa3bl (J1akTas-
Hasl HEJOCTaTOYHOCTh) MMPOXOJUT, [TOCIIC YAAJICHHS
W3 panuoHa MPUYMHHO 3HAYMMOTO MPOAYKTa [2,
17, 18].

Heiipopubpomaro3 MoKeT BbI3BaTh MHOT'OYHC-
JICHHBIE TISATHA Ha KOXKE M0 TUMY «Kode ¢ MOoIo-
KOM», HO TIPH 3TOM He OyIeT Juaped U ITUCMOp-
¢bu3ma muma [2].

[Taromorust BoJ0C MOXET BCTPEUATHCS MPH He-
XBaTKe B OPraHU3Me MEJIM WJIH JKene3a, HO MPH HX
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BOCITOJIHEHHH BOJIOCHI IPHOOPETAIOT HOPMAJIBHYIO
CTPYKTYpPY, CTAHOBSITCSI TIPOYHBIMH U DTACTUYHBI-
mu [2].

JlaGopaTopHble U HHCTPYMEHTAJIbLHbIE METO-
AbI HccJief0BaHuA. B KTuHUYECKOM aHaIH3e Kpo-
BH MOYXHO OOHApYyXXWUTh aHEMHIO U YBEIWYCHHBIC
pa3Mepbl TPOMOOIMTOB, TP WX HOPMaJbHOM KO-
nuuectse [15, 18, 19].

B OuoxumuyeckoM aHaiu3e KPOBH, YUUTHIBAs
XPOHUYECKHM XapakTep JUapeu, BhISABISICTCS CHU-
JKEHUE BCEX MUKPOHYTPUEHTOB, CHH>KEHHOE KOJIHU-
4ecTBO Oellka M MMMYHOIJIOOYJMHOB, TPU 3TOM
MOXXET OOHAapyXUBAThCSl TUIIEPUMMYHOTTIOOYITH-
Hemus A. [lpu mopakeHUU MEYCHU B KPOBH yBe-
JIMYUBACTCS KOJTMYCCTBO IMEUYCHOUHBIX aMmiias [15,
18, 19].

[Ipu rucTOIOTrHYECKOM HCCIIEOBAHUH OHMOIITa-
TOB U3 TOHKOW KHIIKH BBISIBISETCS aTrpodusi BOp-
CHUHOK, CHI)KEHHOE WM TOJHO€ OTCYTCTBHE MO-
HOHYKJICAPHON MH(IMIBTpAINN COOCTBEHHON TTa-
CTUHKM  0e3  KaKuxX-IM0O  JMUTENHaIbHBIX
anomanui [1, 2].

[Ipy MHUKpPOCKOIMYECKOM aHaJIU3€ BOJIOC OIpe-
JEJSIIOTCS. CKPYYeHHBIE BOJIOCKH Pa3HOToO pa3Mepa
U UaMeTpa, IPOJOJIbHbIE Pa3pbIBbl U PAa3PhIBBI B
y3enkax (y3enkoBas Tpuxoknasus) [1, 2].

JnarHo3 moaTBEpKAAETCsl MPU FEHETHUYECKOM
ananuze — Hanuune mytauuu B TTC37 u SKIV2L
[1, 2].

Astopsl (E.A. PocnaBueBa, T.D. boposuk,
E.I. [lumbanoBa u apyrue) omucaiu 2 KIUHUYE-
ckux ciydas: «/3 aHamMHe3a W3BECTHO, YTO pede-
HOK OT MOJIOZIBIX, 3A0POBBIX poauTeneil; Opak He-
POICTBEHHBIN, MaJBYMK OT TEPBOH OepeMEeHHO-
cTU; Ha 36-i Heaesne recTaluy JUArHOCTUPOBAHBI
runoTpodus IUI0Aa, MPU3HAKH (eToIIaneHTap-
HOU HenoctarouHocTu. Poasl Ha 40-i1 Henene my-
TeM KecapeBa cedeHus. Bec mpu poxaeHUu
2200 1, pocT 46 cm. Ilociie poxk/ieHUsI BBISBICHBI
BpPOXJICHHBIE TIOPOKH cepAua: AePeKT MEeiOKely-
JIOUKOBOM IIE€PEropoJKH, OTKPBITHIM apTepuasb-
HbIH MNPOTOK, CTEHO3 AaopThl, HEIOCTATOYHOCTh
aoprajnbHOro kiamnana. C mepBbIX CyTOK KU3HH —
HEYCTOMYMBBIN CTYN, B 2 Mecsilla OTMEHEHO Ipy.-
HOE€ BCKapMJIMBaHME, MOJydall HHU3KOJAKTO3HYIO
CMECh, COEBYIO cMech, 0e3 addexra. OTMEUCHBI
MPOTPECCUBHOE CHIKCHUE alIMeTUTa, OCTAaHOBKA
BECOBOH KpHUBOH, ¢ 2,5 Mecsia xu3Hu — npodys-
Hasi quapes C OJNHOMOMEHTHOM MOTepeld Macchl
tena, reMokonuT. ['ocnuranusuposan B JIKb B 14-
JKEJIOM COCTOSIHUM MO IPUYMHE SKCUKO03a, TUIIO-
tpodun III cr., wuHTOKCHKauumu. JlmarHos:
«Cericuc, ABYCTOPOHHSISI TTHEBMOHHS, BPOXKJICH-
HBIA TOPOK CepAlla, 3KCCyAaTHBHAs SHTEpONa-
Tusi». OTMEUCHO CHIDKCHHE KOHIICHTPAIUU CHIBO-
POTOYHBIX IMMYHOTIIOOYMHOB. [Tomydan MaccuB-

HYIO AHTUOAKTEPHUAIBHYIO Teparnuio,
napeHTepaJbHOe MUTaHNe; HECMOTPS Ha IPOBOIN-
MoOe JIedYeHHUe, TIePUOINIECKH BO3HUKaNa podys-
Has n1uapes, B Bece He npubasisul. [Ipu nocrymie-
HAHU B Bo3pacte 6 MecsieB ctyn — 10-12 pa3 B
CYTKH, BOJSHUCTBIN, CO CIN3BIO, 3€JIEHBI0. ATIe-
TUT pe3Ko CHMKeH, 3kcuko3 III ct. IIpoBoaunach
MacCHpOBaHHAsl aHTHOAKTepHWAllbHAs Tepanus B
YCJIOBHSIX TOJHOTO MapeHTepajbHOTO IHUTaHHUA.
Uepes 2 Hex mocie MOCTYIUICHUS HaYaTo APOOHOE
KOpMJIEHHE CMEChI0O Ha OCHOBE TMJIposn3ara Oel-
ka. Ha ¢one nedenns aBneHus cencrca KynmupoBa-
JIUCh, OJJHAKO CTYJI OCTaBaJICS HEyCTONYHMBBIM. J[1-
arHo3 TPUXOTeMaTOIHTEPaIHLHOTO CHUHApPOMA ObLI
MOJITBEPK/ICH OOHApy)XeHHEM MYyTallid T'eHa
TTC37 (reHeTHYECKOe TECTUPOBAHHE BBITOTHEHO
B I'epmanmu, University of Munich). B Bo3pacte
6 JeT — BIU30J T'eMOKOJIUTA C pPe3Koi morepeit
Macchl Tena. HazHadueHo mojiHOe mapeHTepabHOe
MUTaHue, Mpenaparbl TTIOKOKOPTHKOUIOB, KypCO-
BOE BBEJCHHE MOHOKJIOHAJIBHBIX aHTUTEN K (ak-
TOpY HEKpo3a omyxoiu (MH(IuKCHMab, amamnuMy-
Mab), 4TO 1aBajo HEMOCTOSHHBIH 3 dekT. Pesyin-
TaTel o0cenoBanus B Bo3pacte 11 ner: mpusHaku
renaromMeranuu ¢ quh(y3HbIMI U3MEHEHUSMH Ta-
peHXMMBbl TedeHu. benkoBo-sHepreTuueckas He-
JIOCTATOYHOCTh MUTAHUS TsDKeNoU crteneHu. Ke-
ne3oneUIUTHAS aHEeMHs TSDKEJIOHW CTeleHH.
BpoxaeHubit mopok cepara: KOMOMHUPOBAHHBIH
MOPOK aopTabHOrO KiamaHa. [pyOas 3amepikka
TICUXOPEYeBOTO pa3BUTHA. JleueHue: moiHoe ma-
peHTEepallbHOE THTaHHEe CMEChIO, TapeHTepalb-
HO — CMECh MUHEpaJIbHBIX BEIIECTB U KMpOpac-
TBOPUMBIC BUTAMHUHBI.

Bropoii pebeHok mocTynui noj HabIIOACHUE B
BO3pacTe JAByX MecsleB. V3 anamHe3a M3BECTHO,
YTO POABI caMocTosiTelabHble Ha 42-i1 Hen. Bec
npu poxxaenuu 2600 1, poct 50 cm. Briepsrie ro-
CTIUTAJIM3UPOBAH 110 MECTY JKHTEIHCTBA B JIByXMe-
CS'YHOM BO3pacTe ¢ aAuapeeii 1o 15 pas/cyT ¢ aua-
rao3oM «Jluctpodus mo Tumy rumorpodun. uc-
OakTepno3 kumeuHuka». llomywan JedeHue:
0e3nmakTo3Has CMECh, CMECh Ha OCHOBE THAPOJIH-
3ara Oeyka, aHTHOAKTEpHabHAs Tepamus, IMpo-
ouoruku. B Bo3pacte or 6 Mec 10 2 €T HEOAHO-
KpaTHO B TSKEJIOM COCTOSTHUH TOCTIHTAIN3UPOBAH
M0 MECTY J>KHUTEIbCTBA C JKajlo0aMu Ha KUIKUU
CTyJ, TIOTEPIO Beca, MOJBEMBI TeMIIepaTypsl Tela
1o cyodedpunbHbIX 1 p. Haznavanock jeueHue:
UMMYHOTIIOOYJIMH YeJIOBEYECKHH, MPOOMOTHKH,
KHIIIEYHbIE AHTUCENTUKH, OaKkTepuodaru, MmpoTH-
BOTPUOKOBBIC CPeJICTBA, COPOCHTHI, MH(Y3HOHHAS
Tepanus, BUTAMUHOTEpanus, aHTHOaKTepruaabHas
Tepamus, NaHKpeaTHIeckue (pepMeHTbl, CMECH Ha
OCHOBE TIIyOOKOTO THpoyn3aTa Oeyika, mapeHTe-
paipbHOE TUTaHWE, MpeaHn3oioH. CHHIpPOM
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Maba0CoOpOIMK COXpaHSIICs, MEePUOANIECKH Ha-
Omronanuch WHQGEKIIMOHHBIC OCJIOXKHEHUS, TPU-
0aBKa Beca He3HauyWTeNbHas. B Bo3pacte 2 et 7
Mec ycTaHoBJeH auarHo3: «Hecmeunpuueckuit
SI3BCHHBIA KOJTUT BBICOKOW aKTUBHOCTH. CHHIPOM
Manbabcopbunu. 3agepxka (pU3NUIECKOro MOTOp-
HOTO pa3BuUTHUs». B Bo3pacre 2 et 9 Mmec pedeHOK
Ob11 BriepBeie obcnmenoan B HII3/I. Iloctymmn B
TSDKEJIOM COCTOSIHMM C BBIPQYKEHHBIM CHHIPOMOM
ManbabcopOIuu, rurmorpoduei (Bec 6,8 Kr — me-
¢unur maccel 45%; poct 76 cm), nuapeeii, snek-
TPOJUTHBIMH HAPYIICHUSIMH, aHEMHEH, BBICOKUMHU
MOKa3aTejasiMi  BOCTAIUTEIbHOW  AKTUBHOCTH,
TpoMOoITONIeHned. 3aUKCHpPOBaHbI 0COOCHHO-
CcTH (DeHOTHNA: JUIEBbIE AaHOMAIMU, HAPYIICHUS
poCTa BOJIOC, THIEPIUTMEHTAIMS KOXH 10 THITY
«Kkode ¢ MOJOKOM», MBIINIEYHAs] THUIIOTOHUS, OT-
CTaBaHUE B IICUXOMOTOPHOM Pa3BUTHH, aHOMAIIUU
pocta Bojoc. [mcromornueckoe wHccieaOBaHUE
OMOITaTOB TOJCTOW KUIIKH MPOJIEMOHCTPHUPOBAIO
MpPU3HAKK MAaCCHBHOTO BOCHAJICHUS CIM3UCTOM
o0otouku. brorncus Tomei KAIKA: THCTOIOTHYe-
cKasi KapTHHa cy0arpoduyeckoro €loHHTa C T'H-
nepruiasueil KpunT. PebeHKy mocTaBieH AWarHos3:
«bones3nr Kponay. OngHako, yuuTsiBas crierupu-
yeckuid (eHOTHN, MalibaOCOpOIUI0 ¢ POXKICHUS,
OBIJI0 BBICKA3aHO MPEAIIOIIOKEHNE O HATMIUH TPHU-
XOTENaTO’HTEPAILHOTO0 CHHApOMa (CHHIPOMHOM
muapen). B oTnenennn HazHaueHO MapeHTepaIbHOe
NMTaHWe, BUTAMUHBI TIapEHTEPaIbHO, aHTHOAKTE-
pHasbHas Tepanusi, aJiMETHOHHH, METHIIIPEIHN-
30JI0H, MecCajla3WH, CUMITOMAaTHYecKas Tepartus.
Ha ¢one nedenust ormeueHa NojaoKHUTEIbHAS JTU-
HaMHuKa: peOCHOK Hadal NpHOABIATE B Bece.
B Bo3pacte 6 net 3 mecsieB peOSHOK UMeN Maccy
tena 12 kr, poct 90 cMm. Ilo pesynpraTam mabopa-
TOPHOTO O0OCIJIeJIOBaHMS TUATHOCTHPOBAHA JKee-
3omedunnTHAS aHeMUs, THUIToALOyMuHeMus. [Ipu
KOJIOHOCKOIIMH: 3PO3UBHO-A3BEHHBIN KoauT. Haua-
Ta Tepamus IpenaparoM ananumymad. Jluarnos
IpH TOBTOPHOM mocTyrieHnn: CHHIPOM Mallb-
a0COpOIMK: TPUXOTEMATOIHTEPATbHBIM CHHIPOM
(cungpomuas amapes). Kumednass HemocTaTod-
HOoCcTh. KpoHomonoOHoe 3aboineBanue. bemkoBo-
9HEepreTUYecKasi HeIOCTaTOYHOCTh MUTAHUS TshKe-
noit crenenn. JKenezonepumuTHas aHEMUD» [5].

JIEYEHNE

Hukakoro cneunaibHOTrO JieUeHUsS 10 HACTOS-
IeTo0 MOMEHTa He paspaborano [2, 5]. Jledenue
MpeXkJie BCErO HaIpaBieHO Ha OOpbOy ¢ XpoHUYe-
CKOW JHapeei, Me4eHOYHOW HEA0CTATOYHOCThIO U
TsOKENbIM UMMyHonedunurom [2, 5]. BoxbHbIE
JICTU HYXJIAIOTCS B TIOJHOM MapeHTEPAILHOM ITH-
TaHWW JJs JajJbHEHIIero pocTa M Pa3BUTHS pe-

oenka. [lpum stom cremyer m3berarhb yXyAmIeHUsS
COCTOsIHUS TieueHH. [Ipy MMMYHHBIX HapyIICHHUSIX
MMOKa3aHO BBEICHHEC MMMYHOTIIOOYIMHOB, HEOOXO-
UM KOHTPOJIb 32 BBIPAaOOTKOW aHTUTEN TOCIe
BakIuHANWH [2]. B ciiydasx TsKeaoro mopaskeHHs
TIEYeHH €IMHCTBEHHBIM BAPHAHTOM JICUCHUS SBIISI-
eTcs TpaHCIUIaHTauus neuend [1, 2].

ITo mMeromuMcs TaHHBIM, y OOJBIICH dYacTH
nanueHToB (83%) MPUMEHSIIOCh MapeHTePaIbHOS
MUTaHue, CPEIHSS MPOJOIKUTEIBHOCTh KOTOPOTO
cocraBisuta 14,97 mec. UMMyHOTIIOOYIHHBI ObLITH
MCIIOJIb30BaHbI Y 33 MAIMEHTOB, HO JIaHHbBIC ObLIN
MOJTy9EHBI TOJBKO OT 6 IAIMEeHTOB, y KOTOPBIX
OBLITU KaKHe-TH00 YITyUIIeHUS — CHUXCHHE KOJIU-
gecTBa MHGEKITNOHHBIX 3a00JI€BaHIIN WIIH CHUKE-
Hue nuapeu [20-22]. [IpumeHeHe aHTUOUOTHUKOB
He Jaj0 HHUKakuxX pe3ynbraros [20, 23, 24]. Cre-
POHJIBI 1 HMMYHOJICTIPECCAHThI OBLIHA UCITOJIb30Ba-
Hbl C HEOONBIINM IOJIOKUTEIBHBIM PE3YyJIbTaTOM
[20, 25-27]. 4 nannenTam ObLIa MPOBEICHA TPAHC-
TUTAHTAIUS CTBOJIOBBIX KJIETOK, 2 W3 HUX YMEpPIHU
OT TsKEJION MH(pEKIuH, y 1 ylnydimeHne UMMYyHO-
JIOTUYECKOTO CTaryca, HO 0e3 HW3MEHEHHH IO
OCTaJbHBIM CHUMIITOMaM, Y | 4acTU4YHOE yiydile-
Hue coctosHus [20-22, 25]. Tlpu »ToM HU OJHA
nueta He Oblta a9 dexkTuBHOM [25].

NPOrH03

[Tporuo3 HeOIaronpusATHBIN, OONBIIMHCTBO Jie-
TeH yMUPalT B Bo3pacTe 10 5 jeT (IIaBHBIM 00-
pa3oM OT MH(pEKUWH WM MEeUYEeHOYHOH HemocTa-
TouHOCTH) [1, 2].
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