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Onpenenenue. TpuxorenarosHTepaIbHbINA
CHUHJIPOM (CHHOHUM CHHJIpOMAaJIbHAs UIH (PEHOTH-
UyYecKas [uapes) — peaKoe BPOXIACHHOE 3a00-
JeBaHHUE C MPEUMYLICCTBCHHBIM MTOPAXXCHUEM KH-
meunuka [1]. Xapakrepusyercs 3aJep>KKOil BHY-
TPUYTPOOHOTO PAa3BUTHS, TSKEIOM XPOHUYECKOMH
nuapeeil ¢ 1e0I0TOM B MIIaJICHYECKOM BO3pacTe,
XapaKTepHbIMU 4YepTaMH JIMLA, aHOMAJIbHBIM PO-
CTOM BOJIOC U UIMMYHHBIMH HapyIIEHUAMH [2].

Onuaemuonorusi. TI'D cuaIpoMm, pemkoe
ayTOCOMHO-periecCUBHOE 3a0ojieBanue. Yactora
Bcerpewaemoctu 1:1000000, cooTHOmIEHNE IOJIOB
1:1 [3, 4]. 3aboneBanue BcTpeyaeTcs BO BCEX T10O-
MyJSALUSAX, Yalle B peTHOHaX, TJIe paclpocTpaHe-
HBI OJTM3KOPOJICTBEHHBIE Opaku (OOJbIIIast TIOJIOBH-
Ha JIeTe POKICHBI B €IMHOKPOBHBIX Opakax) [1].
B Poccun ommcano 2 cimyvas B 2015 1. [5].

PacnpocTpaHeHHOCTh MOXET OBITh HEAOOIICHE-
Ha U3-32 TOTO0, YTO 33 MEAUIIMHCKON MTOMOIIBIO 00-
pamaroTcs JUIIL JTIOAU CO 3HAYUTEIBHBIM TIOpa-
JKEHHUEM JKeNTyIOUHO-KHUIIIEYHOTO TpakTa [2].

Hcropuueckas cnpaska. Bnepsble cuHAapoM
¢denorunuueckoi tuapeun onucad B 1982 r. Crankie-
POM U COaBTOpPaMH, KOTOPbIC BEJIM HAOJIIOJCHUE 32
JIBYMsI IETBMU M3 OTHOW ceMbH (OpaToM u cecTpoid),
POMUBIIMXCST OT 3OPOBBIX POIUTEIICH, UMETH XPO-
HUYECKYIO TUapero, TUCMOp(U3M JIUIa U YMEPITH B
panHeM Bozpacte [6]. B 1994 1. )Kupo u coasropsl
n3y4anu 8 AeTe ¢ XpOHMUYECKOH Auapeei, Havaio
KOTOPOU MpUXOIMIOCh Ha | Mecsl Ku3Hu. Y nereit
ObUTa aHOMAJIUSI POCTa BOJIOC, AMCMOP(U3M JIUIIA.
JBoe n3 8§ mereil ObIIH POXKIICHBI B CEMBSIX OJM3KHX
POICTBEHHUKOB. JKHUPO 1 COaBTOPHI HA3BaJIU 3a00JIe-
BaHUE TPUXOTEIIATOPHTEPATHHBIM CHHIPOMOM [7].
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B nepuon ¢ 2000 nmo 2007 1. pa3Hble aBTOPHI
OTNUCKHIBAJIU HOBBIC ciydau 3abomneBanus [8—11].
B 2007 . A. ®abp u COaBTOPHI MPEITIOKUITH 00Be-
JUHUTH 2 CHHApPOMA MOJ OJHUM Ha3BaHHEM, IO
HauOoJiee YacTO BCTPEYAIOIIMMCS IaTOJOTHSIM
Pa3BUTHUSI — TPHUXOTENATOIHTEPANBbHBIN CHHAPOM,
TPUXO — TATOJIOTHS BOJIOC, TEIIaTO — MOPakeHHe
[IEUYEHH, SHTEPATIbHBIN — MOpPaKEHUE KUIIEYHUKA
[1]. Beero B mepuon ¢ 1982 o 2017 r. onucano 80
ciry4aeB 3a0osieBanumst [2].

Jtuonorus. Tpuxorenaro’HTEPUUECKUI CUH-
IpOM — ayTOCOMHO-PELIECCUBHOE 3a0o0JieBaHUE,
BbI3BaHHOe MyTanueid B TTC37 B 60% ciyuaes
nmu SKIV2L B 40% ciyuaeB [2]. DTH reHbl KOAH-
pyroT 6enku nocienoarenbHocTH JJHK npoxokeit
Ski3p u Ski2p cooTBeTCTBEHHO, (YHKILHUS HX U3Y-
YeHa HEAOCTAaTOYHO, HO MCCIIeN0oBaTeNu Ipes-
MOJIaraloT, YTO OHM PaboTarT BMeCTe C APYTUMHU
OenKaMH B KJIETKaX, YTOOBI paclo3HaBaTh U MHAK-
TUBUPOBaTh aHoMalibHble Mosiekyasl PHK, uro
OYEeHBb BAXKHO JUISI JAJIbHEHUIIIEro HOPMaJIbHOTO PO-
cta kietok [1]. I'en 77TC37 pacnonoxeH Ha JJIUH-
HOM Tuteye 5 xpomocomsel. I'en SKIV2L pacnoio-
KEH Ha KOPOTKOM Iulede 6 XpOMOCOMBI.

K/IMHUKA

TI'D cunapom xapakrepusyeTrcs 9 mpu3HaKaMu:
3 W3 HUX SBJSIOTCS TOCTOSHHBIMH: XPOHHYECKas
Jmapesi, TMCMOpQH3M JIHIAa ¥ aHOMAJMs pocTa BO-
soc. 2 Berpevarorcst B 90% ciryuaes: 3aJepKKa BHY-
TpUYTPOOHOTO Pa3BUTHSI © UMMYHOAC(HUIIUTHEIE CO-
CTOSIHMS. 2 BCTPEYAIOTCSl YacTO: aHOMAJIUSI KOKHBIX
MOKPOBOB M 3a00JIeBaHKS NIEUCHH U 2 BCTPEUAIOTCS
PEIOKO: BPOXKAEHHBIE IIOPOKHU CEpIla U aHOMAaJUs
TpomOo1uToB [ 1]. Ouens penko npu TI'DC Berpeua-
eTcsl TIaxoBasi TPbDKA, arpodus THMYyca, IVIayKoMa,
THITOTUPEO03, TOIUKUACTO3 1moueK [12]. Y OonbinmH-
CTBa JIeTe — 3a/1ep’KKa YMCTBEHHOTO pa3ButTus [1].

Jetun, Kak mpaBUIIO, POKIAOTCI C 3aAEPKKON
BHYTPUYTPOOHOTO Pa3BUTHS, KOTOpasi MpOrpeccu-
pyeT mocie poxkaenus [1, 2]. Ha KOXHBIX MTOKpPO-
Bax MOXKHO OOHapYXHTb ISITHA LIBETA «Ko(e C MOo-
JIOKOM», KOXa Cyxasi, CKJIOHHasi K OBICTPOMY HH-
¢unmposanwio 1, 2, 13, 14].

AHOMaJIHs Pa3BUTHS BOJIOC HanboJiee CTOMKUI
MpU3HAK IpU JaHHOM CHHApoMe. Bosockl nmeror
«IIEPCTUCTBIN» BUJI, CyXH€ U JIOMKHE, 4acTO IO-
paXXeHBI Y3JIOBOW TPUXOKIa3uel (BOITOKHUCTHIE
pacileruieHus: BIOJIb CTEPKHS BoJioca, OenoBaro-
cephle y3JIbl Ha y4acTKaxX pacIieIuieHus). Jna-
CTHYHOCTbH BOJIOC CHH)KEHA, CKIIOHHBI K OBICTPOMY
BBITIafeHuo [1, 2, 14].

Herun ¢ TI'DC umeroT WIMPOKUI U BBITYKIBIA
7100, IUPOKYIO0 TEPEHOCHUILY, THIIEpTeNopu3M (yBe-
JIMYEHHOE PACCTOSHUE MEXy IIa3aMH), HU3KO I0-

CaKEHHBbIE YIIH, 00JbIIO0N POT. JucMopdusm nuna
MPOSIBJISIETCS C BO3pacToM mnaruenTa [1, 2, 5].

XpoHuvecKasi BOASHUCTAs AUapest pa3BUBACTCS
C TEepBBIX MECSLEB XXU3HU, yalle B nepBble 2—3
HEZIEIH, BO3HUKAET HECKOJIBbKO Pa3 B ACHb M3-3a
4yero peOeHOK mepecTaeT npuodaBisITh B Bece, a 3a-
TeM 1 B pocte [2]. Ecnin BoBpeMsi He Ha4yaTh Jiede-
HUe, y peOeHKa OBICTPO Pa3BUBAETCS TUTIOTPOUS
C TOCJCIYIOIUM CMEpPTEIbHBIM HcXomoM. Jlaxe
IIPU HapeHTepaIbHOM MUTaHUH, PEOCHOK MPOJOII-
JKaeT 0TCTaBaTh B MaccO-pOCTOBBIX MPHUOaBKax OT
CBOHX CBEpCTHHUKOB [1].

VY NoJOBHMHBI NMAllMEHTOB BCTpedaeTcs 3aboie-
BaHUE IEYCHHU, B BHUjJE IMppo3a uiau (udposa ¢
npoiudepanrei KeITIHbIX TpoTokoB [2]. MHorma
BCTpeYaeTcs M30JIMPOBAHHAS T'elaToOMeTasusl, TaK-
JKe ONMCaHbl ciydyau remarodnacromsl. Ilpu or-
CYTCTBUU JieUeHHs y peOcHKa pa3BUBacTCs Ieye-
HOYHAsI HEIOCTaTOYHOCTh, YTO BIOCIIEACTBUU MO-
JKET IPUBECTH K cMepTH [2, 5, 15].

[Mpu3HakaMu ~ UMMYHOJCHUIUTA  SBISIFOTCS
CHIDKCHHBI YPOBEHb HMMYHOINIOOYJIMHOB, IIPH
MOBBIIIIEHHOM COJIEpKaHUM UMMYHOTIOOyInHa A
(runepuMMyHOTIIOOY TMHEMES A), HapyIIeHHE 00-
pa3oBaHMs aHTUTEN MOCIe BaKUWHAIMH, CHUKEH-
HOe KommuecTBO JuMdonuToB. Jletn gacto 60e-
10T OaKTepualbHBIMU UHPEKIUSIME, HEPEAKH CITy-
yau cercuca [1, 2].

K nopokam cepaua oTHOCHTCS aopTajibHas He-
JIOCTaTOYHOCTh, CTEHO3 JIETOUHOW apTepHH, TeTpa-
na ®amno, JIMIIIL, IMXII [1].

TpoMOOIIUTHI yBEIWYCHBI B pa3Mepax, HO MpH
3TOM CKJIOHHOCTH 00pa30BbIBATh KPOBSHBIE CI'YCT-
KH B HEMIOBPEKACHHBIX COCYIaX WIH HEIOCTaTo4-
HOMY CJIMIIAHUIO TPOMOOLIMTOB IIPU KPOBOTEUE-
HUM HE omucaHo [2, 5, 14].

INPPEPEHUNANBHAA TUATHOCTUKA

HuddepeHupyoT TpUXOTENaTOdHTEpATHHBIN
CUHJIPOM C JAPYTMMH XPOHUYECKUMH JIHAPESMU,
OOJBITMHCTBO M3 KOTOPBIX CBSA3aHO C MH(EKITHOH-
HBIMH WJIH aJUICPTUYCCKUMH 3a00JCBaHUSMU U
MOPOXOISIT TOCNIe YCTPaHEHUsI BO3OYAHUTENs WK
ajuieprena [2, 16].

MaspabcopOuusi, BbI3BaHHAs HENEPEHOCHMO-
CTHIO TUTIOTEHA (TIeTHaKKs) WU JaKTa3bl (J1aKkTas-
Hasl HEJJOCTaTOYHOCTH) MMPOXOJUT, [TOCIIE YAaJCHHS
M3 panuoHa MPUYMHHO 3HAYMMOTO MPOAYKTa [2,
17, 18].

HeiipopubpomaTos MoxeT BbI3BATh MHOT'OYHC-
JICHHBIC TISATHA Ha KOXKE IO TUMY «Kode ¢ MOoIo-
KOM», HO TIPH 3TOM He OyIeT Juaped U TUCMOp-
¢usma muma [2].

[Taromorust BoJ0C MOXET BCTPEUATHCS MPH He-
XBaTKE B OPTaHW3ME MEJH WU JKele3a, HO TIPH uX
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BOCITOJIHEHHH BOJIOCHI IPHOOPETAIOT HOPMAJIBHYIO
CTPYKTYpPY, CTAHOBSITCSI TPOYHBIMH U DJIACTUYHBI-
mu [2].

JlaGopaTopHble 1 HHCTPYMEHTAJIbHbIE METO-
AbI HccJiefoBaHuA. B KTuHUYECKOM aHaIH3e KPo-
BH MOYXHO OOHApYXWUTh aHEMHIO U YBEINYCHHBIC
pa3Mepsl TPOMOOITUTOB, TIPU MX HOPMAILHOM KO-
nuuectse [15, 18, 19].

B OuoxmmuyeckoM aHajau3e KPOBH, YUUTHIBAS
XPOHUYECKHUI XapaKTep JAUAPEH, BBISBISETCS CHH-
JKEHUE BCEX MUKPOHYTPUEHTOB, CHI>KEHHOE KOJIHU-
gecTBO Oellka M UMMYHOIJIOOYJIWHOB, MPH ATOM
MOXXET OOHAapy»XUBAThCsl TUIICPUMMYHOTTIOOYITH-
Hemust A. [lpu mopakeHUHW MEYEHU B KPOBH yBe-
JINYMBAETCS KOJIMYECTBO MEYEHOUHbIX aMuias [15,
18, 19].

[Ipu rucTOIOrHYECKOM HCCIIEOBAHUH OHMOIITa-
TOB U3 TOHKOW KHILIKH BBISIBJISETCS aTpodusi BOp-
CHUHOK, CHIDKEHHOE WJIHM TIOJTHOE OTCYTCTBHE MO-
HOHYKJICApPHOU MH(MIBTPAIMK COOCTBEHHOM TTa-
CTHHKH  0€3  KaKuX-THOO  DIUTETHUATBLHBIX
aHoMaiui [1, 2].

[Tpy1 MUKPOCKOTTUYECKOM aHAIN3€ BOJIOC OTpe-
JEJISIIOTCSL CKPYYEeHHBIE BOJIOCKH Pa3HOTO pa3Mepa
U IUaMeTpa, IPOJOJIbHBIC Pa3PhIBBl U Pa3PHIBHI B
y3enkax (y3eiakoBas Tpuxokimasus) [1, 2].

Juarno3 moAaTBEpKIAETCsI MPU TEHETUYECKOM
ananuze — Haymane mytanuu B TTC37 u SKIV2L
[1,2].

Astopel (E.A. Pocnasuesa, T.D. boposux,
E.I. [lumbanoBa u apyrue) onucanu 2 KIMHUYE-
ckux cimydas: «/M3 anamHe3a U3BECTHO, YTO pede-
HOK OT MOJIOJBIX, 3JIOPOBBIX POTUTENEH; OpaKk He-
POJICTBEHHBIM, MaJBYMK OT TEPBOHM OepeMEHHO-
cTH; Ha 36-i Hememne TecTalud JUAarHOCTHPOBAHBI
TUNOTpOUs IUIOAA, TMPU3HAKH (eTOoIIaleHTap-
HOU HemocTatouHocTh. Poxsl Ha 40-i1 Hemene my-
TEM KecapeBa cedyeHHs. Bec mpm poxIeHUH
2200 1, poct 46 cm. Ilocne pokaeHUs! BBIABICHBI
BpPOXKJIEHHBIE TTOPOKH cepana: AeeKT MedoKey-
JIOUKOBOM TIEPETOPOJKH, OTKPBLITHIM apTepuaib-
HBII TPOTOK, CTEHO3 aopThl, HEJOCTATOYHOCTH
aoptanbHOro kianana. C mepBbIX CYTOK KU3HU —
HEYCTONYMBBINA CTyJ, B 2 Mecslla OTMEHEHO TPY/-
HOE BCKapMIIMBAaHHE, MOJy4all HU3KOJIAKTO3HYIO
CMECh, COEBYIO cMech, 0e3 addekra. OTMEUCHBI
MIPOTPECCUBHOE CHIDKEHUE alleTHTa, OCTAaHOBKA
BECOBOW KPUBOH, ¢ 2,5 MecsIa )U3HU — Mpody3-
Hasi jauapes ¢ OJJHOMOMEHTHOW MOTepel Macchl
tena, reMokonut. [ocnutanuszuposad B JIKb B Ts-
JKEJIOM COCTOSIHUW TIO TPUYHHE SKCHKO03a, THIIO-
tpopuu Il cr, wHTOKCHMKanuu. JluarHos:
«Cemicuc, ABYCTOPOHHSISI MMHEBMOHUS, BPOXKICH-
HBII TOPOK cepila, dKCcCydaTHBHAs OJHTEpOIa-
Tusi». OTMEUEHO CHIDKCHHE KOHIICHTPAIUU CHIBO-
POTOYHBIX IMMYHOTIIOOYMHOB. [lomydan MaccuB-

HYTO AHTUOAKTEPHUAIBHYIO Tepanuio,
napeHTepagbHOe NTUTaHUEe; HECMOTPS Ha TPOBOIH-
Moe JIeYeHHUe, TIePUOINIECKH BO3HUKaNa podys-
Has nuapes, B Bece He npubasisul. [lpu nocryme-
HAU B Bo3pacte 6 MecsieB ctyan — 10-12 pa3 B
CYTKH, BOJSHUCTBIH, CO CIU3bIO, 3€JCHBI0. ATIe-
TUT pe3Ko CHUKeH, 3kcuko3 I ct. IIpoBoaunach
MacCHpOBaHHAsE AHTHUOAKTEpHWAllbHAs Tepanus B
YCIIOBUSIX TIOJHOTO MapeHTepajbHOro IMUTAHUS.
UYepes 2 Hen mocie MOCTYIIEHUsT Ha4aTo ApoOHOe
KOpMJIEHHE CMEChI0O Ha OCHOBE THJIpoin3ara Oel-
ka. Ha ¢one nedenns aBneHus cencruca KynmupoBa-
JIMCh, OMHAKO CTYJ OCTaBaJCs HEYCTOWYMBBIM. J{u-
arHo3 TPHUXOTeMaTOdHTEPAIbHOTO CHHIApPOMA OBLI
MOJITBEPKJICH OOHApyXKeHHEeM MyTalliud TeHa
TTC37 (reHeTnyecKkoe TECTHPOBAHHE BBHITIOIHEHO
B I'epmanuu, University of Munich). B Bo3pacre
6 JIeT — »IU30J] TEMOKOJIUTA C PE3Ko moTepeit
Macchl Tena. HazHadueHo ToiHOe mapeHTepalbHOe
NUTaHKUe, MpenapaTbl NTIOKOKOPTHKOMIOB, Kypco-
BOC BBEJICHHE MOHOKJIOHAJIBHBIX aHTUTEN K (pak-
TOpPY HEKpO3a OMmyXoiu (MH(PIUKCUMA0, alaiumy-
Ma0), 4TO J1aBaJi0 HEMOCTOSHHBIN 3P PeKT. Pe3yib-
TaThel o0cienoBaHus B Bo3pacte 11 ner: mpusHaku
rermaromeranuu ¢ 1u y3HbIMU U3MEHEHHSIMH T1a-
peHXHMBI TIedeHH. benmkoBo-sHepreTHdeckas He-
JOCTaTOYHOCTh MUTAHMS TOKENOH cremneHu. XKe-
ne3oneUIUTHAS aHEeMHUS TSDKENOM  CTETeHH.
BpoxzaeHHbIH NOPOK cepaua: KOMOMHUPOBAaHHBIN
MOPOK aopTalbHOrO KiamaHa. [pyOas 3amepikka
TICUXOPEYeBOTO pa3BuUTHA. JledeHne: TMONHOe Ma-
peHTepallbHOE THUTaHUE CMEChIO, MapeHTepalb-
HO — CMECh MUHEPAIbHBIX BEIIECTB U KHpOpac-
TBOPHUMBIC BUTAMUHBI.

BTopoii pebeHOK MOCTYIHII 11O/ HAONMIONCHIE B
BO3pacTe IBYX MecsleB. M3 aHamMHe3a M3BECTHO,
YTO POABI CaMOCTOSTEIbHBIE Ha 42-i1 Henm. Bec
npu poxaenuu 2600 r, poct 50 cm. Brepseie ro-
CHUTAJIM3UPOBAH MO0 MECTY KHUTEIbCTBA B JIByXMe-
CSYHOM BO3pacTe ¢ amapeeit no 15 pas/cyT ¢ nua-
rHo3oM «Jluctpodus no tuny runorpoduun. uc-
OakTepno3 kumedHuka». llomywam nedeHwue:
0e31akTo3Hasi CMECh, CMECh HAa OCHOBE THMAPOIIH-
3ara Oenka, aHTHOAKTepHaidbHAs TEparus, IMPo-
ouoruku. B Bo3pacte or 6 Mec A0 2 JET HEOJHO-
KpPaTHO B TSKEJIOM COCTOSIHUU TOCIUTAIH3UPOBAH
M0 MECTY JKHTEIhCTBA C JKajJoO0aMu Ha KUIKUAN
CTYyJl, IOTEPIO Beca, MOJbEMbI TeMIIepaTyphl Teja
1o cyodedpunprbIx ndp. Haznaganocs nedenwue:
UMMYHOTJIOOYJIMH 4YEeJIOBEUYECKHH, NPOOMOTHKH,
KHIIIEYHbIE aHTUCENTHUKH, OakTepuodaru, mpoTu-
BOTPUOKOBBIE CpeICTBa, COPOEHTHI, HH(PY3HOHHAS
Teparnusi, BATAMHUHOTEpaINusi, aHTHOaKTepraabHas
Tepanus, maHKpeaTndeckue (GepMeHTHl, CMECH Ha
OCHOBE TIIyOOKOTO rujposu3ara Oejka, mapeHre-
paimpHOE THUTaHWe, mpeaHu3oioH. CHHIpPOM
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Maba0COPOIMK COXpaHSIICs, MEePUOANIECKH Ha-
Omroanuch WHQEKIIMOHHBIC OCJIOXKHEHUS, TPU-
0aBKa Beca He3HayHTeNlNbHas. B Bo3pacte 2 met 7
Mec ycTaHoOBJeH amarHo3: «Hecmeunpuueckuit
SI3BCHHBIA KOJTUT BBICOKOW aKTUBHOCTH. CHHIPOM
Manbabcopbunu. 3agepxka (pU3NUIECKOro MOTOp-
HOTO pa3BuTHs». B Bo3pacre 2 jeT 9 Mec pedeHOK
Ob11 BriepBeie oOcnenoan B HII3/I. Iloctymun B
TAXKEIOM COCTOAHUU C BBIPAXKCHHBIM CHUHAPOMOM
MasbabcopOIuu, rurmorpodueh (Bec 6,8 Kr — me-
¢unut maccel 45%; poct 76 cm), nuapeei, K-
TPOIUTHBIMH HAPYIIEHUSMH, aHEMUEH, BRICOKUMHU
MOKa3aTeasiMH  BOCTAIUTEIBHOW  AKTUBHOCTH,
TpoMOoITONeHneH. 3a()UKCHpPOBaHbI OCOOCHHO-
CcTH (DeHOTHNA: JUIEBbIC AaHOMAIMW, HAPYIICHUS
pocTa BOJIOC, TUIICPIUIMECHTAHUA KOXHU IO THUILY
«xo(e ¢ MOJOKOM)», MBIIIEYHAs] THUIIOTOHHUS, OT-
CTaBaHUC B ICUXOMOTOPHOM PAa3BUTUHU, aHOMAJINU
pocta Bomoc. ['mcromormueckoe wWccieaOBaHNE
OMONTATOB TOJICTOW KUIIKH MPOJEMOHCTPHPOBAJIO
MPHU3HAKK MAaCCHBHOTO BOCHAJICHUSI CIH3UCTOM
000J104KH. bHUoTCHs TOIIEeH KUIIKH: THCTOJIOTHYE-
CKasg KapTHUHa Cy0arpo(pUUEeCKOro CIOHUTA C THU-
neprurasueil KpunT. PeGeHKy mocTaBieH AUarHos:
«bonesnr Kpona». OnnHako, y4utbiBas crierudu-
YeCKUH (EHOTHUI, MaIbabCOPOITNIO C POXKICHUS,
OBLIO BBICKA3aHO MPEANOI0KECHNE O HATMYUH TPH-
XOTEMaTOdHTEPANLHOTO CHHIpOMA (CHHIPOMHOM
nuapen). B ornenennn Ha3Haue€HO MapeHTepaIbHOE
NMUTaHuEC, BUTaMHHbI MapC€HTCPAIbHO, aHTHOAKTE-
puanbHas Tepamus, aAuMEeTHOHUH, METHIIPETHH-
30JI0H, Mecajia3uH, CUMITOMaTHYecKasl Teparusl.
Ha ¢one nedennst orMedeHa MOJIOKUTEIbHAS JH-
HaMHUKa: peOeHOK Hayan NpuOaBisATH B Bece.
B Bo3pacte 6 et 3 mMecAneB peOSHOK HMENT Maccy
tena 12 xr, poct 90 cm. [lo pesynsraram nabopa-
TOPHOTO O0CIeIOBaHMs AMArHOCTHPOBaHA JKelle-
3oAeUIUTHAS aHeMUs, TUoanso0ymuHeMus. [lpu
KOJIOHOCKOIIMU: 3pO3UBHO-S3BEHHBIN KouT. Haua-
Ta Tepamus TpenaparoM ajganumymad. Jlmarnos
IpH TOBTOPHOM MOCTyIUieHHH: CHHIPOM Mallb-
abcopOnmu: TPUXOTEMATOAHTEPATLHBI CHHIPOM
(cungpomuas auapes). Kumieunas Hemocrarod-
HocTh. KponomomoOnoe 3aboneBanue. benkoBo-
SHEpreTuYecKas HeJIOCTATOYHOCTh MTUTAHUS TSKe-
soit crenenu. JKenesoneduuurHas anemMus» [S].

JIEYEHNE

Hukakoro crnernuanbHOTO JICYSHUS JO HACTOS-
IeTo MOMEHTa He paspaborano [2, 5]. Jleuenue
MIPEXkJIe BCEro HAINpaBjieHO Ha OOpbOy C XpoHUYe-
CKOW JHapeei, Me4eHOYHOW HEAOCTATOYHOCThIO U
TsSOKENbIM UMMyHonedunurom [2, 5]. BoxbpHbIE
JIETU HYXAAIOTCS B MOJHOM MapeHTEPaIbHOM ITH-
TaHWW JJIs TaJbHEHIIero pocTa M Pa3BUTHS pe-

oenka. Ilpu srom crnemyer m3berarh yXyAlleHUsS
COCTOsIHUS TIeueHH. [Ipy UMMYHHBIX HapyIICHHUSIX
MOKa3aHO BBEJEHUE MMMYHOTIIOOYINHOB, HEOOXO-
JIUM KOHTPOJIb 3a BBIPAOOTKOW aHTUTEN TOCIe
BakIMHANMH [2]. B cimydasx TsoKeaoro mopaskeHHs
TIEYCHH €JIMHCTBEHHBIM BaPUAHTOM JICUCHUS SBIISI-
eTcsl TpaHCIUIaHTanus nedenn [1, 2].

[lo uMerommMcst JaHHBIM, y OOJBINEH YacTH
nanueHToB (83%) mpUMEHsUIOCh MapeHTepabHOe
MUTaHue, CPETHSS MPOJOIKUTEIEHOCTh KOTOPOTO
cocrasisiia 14,97 mec. UMMyHOTIIOOYTHHBI OBLITH
HCIIOB30BaHBI Y 33 MaIlMeHTOB, HO JaHHbBIC OBLITH
MOJIyYEeHBI TOJBKO OT 6 MAIMEHTOB, y KOTOPBIX
OBIITH KaKkHe-T100 YITydIIeHUs — CHUKESHHE KOJIH-
yecTBa WH(PEKIIMOHHBIX 3a00JIEBaHUN WM CHUXKE-
Hue auapeu [20-22]. [IpumeHeHne aHTHOMOTHKOB
HE Jajlo HUKakuXx pe3yisraroB [20, 23, 24]. Cre-
pPOUIBI U IMMYHOACTIPECCAHTHI ObLITN MCIIOJIb30Ba-
HBI C HEOONBIINM TOJOKHUTEIBHBIM PE3yIbTaTOM
[20, 25-27]. 4 nauuenTam ObLIA MPOBEICHA TPAHC-
TUTAHTAIUST CTBOJIOBBIX KIIETOK, 2 U3 HUX YMEpIH
OT TsDKEJION MH(peKnuu, y 1 yinydiieHne uMMyHO-
JIOTHYECKOTO cTaryca, HO 0e3 W3MEHEHHU I10
OCTaJbHBIM CHMIITOMaM, Y | 4acTHYHOE YIirydIie-
Hue coctosiaus [20-22, 25]. Ilpu sToM HU OmHA
nreta He Obu1a dpPexkTuBHOIM [25].

NPOrH03

[Tporuo3 HeOIaronpusATHBIN, OOIBIIMHCTBO Jie-
TeH yMUPalOT B Bo3pacTe 70 5 neT (IIaBHBIM 00-
pazoM oT MH(EKIMH WU MEYEHOYHOW Heq0CcTa-
TouHOCTH) [1, 2].
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