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Long-term follow-up of a patient with syndromic diarrhea (tricho-hepato-enteral
syndrome) with Crohn's-like syndrome
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Heas uccaenosanus. Omicanne UTMTEILHOTO HAOJIOIEHHsI 0OJBHOTO ¢ PeJKO BCTPEYAIOIMMCS FeHETHYECKHM 3a00JeBaHHEM —
CHHIIPOMHO¥ Auapeeii, WM TPUXOrenaTo3HTEPATbHBIM CHHIAPOMOM.

Pesynbrarsl. Y pedeHKa ¢ MePBbIX MECSIEB JKNU3HM ObLT BbISIBIEH CHHAPOM HEKypaOeabHOW IuapeH, KOTOPbIi MPHBEJ K PA3BUTHIO
CHHIPOMA MAaJIbaOCOPOIMH, OTCTABAHMIO (PU3HYECKOTO U NCHXOMOTOPHOrO pa3putus. /iurenbHoe HAOJI0OJAEHHE BBISIBUIO MPO-
IPECCHPOBAHAE CHHIAPOMA MAJIbaOCOpOIMM, MeTa00IMYECKHE M SHIOKPHHHbIE HAPYINEHHS HA (hOHe HapacTaommx MopdoJorn-
YeCKHX M3MeHeHHil B KuineyHnke. JIMIb reHeTHYeCcKoe MCCIIeI0BaHNE, MPOBEIEHHOE Y OOJBHOTO M €ro POAMTEeil, MO3BOINIO0
c(hopMyIMpOBaTH OKOHYATEIbHBII AUarHo3: «CHHAPOMHAS Iuapes (TPHXOrenaTo3HTEPAbHbI CHHAPOM, HYK/JICOTHIHBIA BAPHAHT
£.31929071C>T B roM0o3uroTHOM COCTOSIHMHU B reHe SK/V2L) ¢ KpOHONOJOOHBIM CHHAPOMOM» .

3akimovyenne. /[ MOCTAHOBKM JAHHOTO JMATHO3Aa BAXKHOE 3HAYEHHE MMEET COYeTaHWe CHHIPOMA HEeKypadesbHOi XPOHUYECKOil
JIMAPEH C JHIEBBIM TUCMOP(HU3MOM, AHOMATMAMH KOXKH H BOJIOC.

Karoueewte caosa: demu, duapes, cunopom marvabcopoyuu, 6ose3nsb Kpona, auyegoii oucmop@usm, aHoMaruu Koxcu u 6010¢, mpuxo-
2enamosnmepanvhblil cunopom, een SKIV2L

Ansa untupoBanus: Kypmaesa E.A., BonruHa C.5., ConoBbeBa H.A., Kynakosa I".A., boromo6osa B.B., Vprewosa X.)K. nutensHoe Habo-
JeHve nauneHTa ¢ CUHAPOMHOU anapeei (TpuxorenartodHTePaabHbIM CUHAPOMOM) C KPOHOMOAOBHbLIM CUHAPOMOM. POC BECTH nepuHaTosn
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Objective. To describe a long-term follow-up of a patient with a rare genetic disease — syndromic diarrhea, or trichohepatoenteric syndrome.
Results. From the first months of life, the child was diagnosed with incurable diarrhea syndrome, which led to the development
of malabsorption syndrome, retardation of physical and psychomotor development. Long-term follow-up revealed the progression
of malabsorption syndrome, metabolic and endocrine disorders against the background of increasing morphological changes in the
intestine. Only a genetic study of the patient and his parents made it possible to formulate the final diagnosis: «Syndromic diarrhea
(trichohepatoenteric syndrome, nucleotide variant g.31929071C> T homozygous in the SKIV2L gene) with crown-like syndrome».
Conclusion. The combination of incurable chronic diarrhea syndrome with facial dysmorphism, skin and hair abnormalities is
important for this diagnosis.

Key words: children, diarrhea, malabsorption syndrome, Crohn’s disease, facial dysmorphism, skin and hair abnormalities, tricho-hepa-
to-enteral syndrome, gene SKIV2L.
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pesi». B 2007 . A. Fabre u coaBr. [3] mpeanonoxuin,
YTO CHHApPOMHAS OMapes W TPUXOTrenaTodHTepaTbHBII
CUHAPOM — 3TO OJIHA TeTepOoreHHasi HO30JI0THYecKasl
¢dopma. B 2008 . K. Al Qoaer u coaBr. [4] nmpeacTaBuIu
MalMeHTOB C XPOHWYECKOW nmapeeil, JUIEBBIM W3-
Mop}pU3MOM U HapylIeHMEM pPOcTa BOJOC. Y HEKOTO-
PBIX OOJIBHBIX OBUIM BBISIBJIEHBI KOXHbBIE TISITHA «KOde
C MOJIOKOM» B OOJIaCTH Ta3a M HUXKHUX KOHEYHOCTEM
[5]. Bbuto ycTaHOBIEHO, YTO TPUXOTENMATOIHTEPab-
HBI CUHAPOM — HacjeayeMoe MO ayTOCOMHO-pellec-
CUBHOMY THUITy TeHeTHUYECKoe 3abojieBaHUe, CBSI3aHHOE
¢ MyTtauusMu B aAByX reHax T7TC37 (5ql5) wau SKIV2L
(6p21.3) — KOMITOHEHTaX THUITOTETUYECKOTO OTBET-
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CTBEHHOTO 3a BK30COMOIIOCPEIOBaHHBIN KOHTPOJIb
PHK Ski-koMmiekca uenoBeka [6—8].

PacrnipoctpaHeHHOCTh 3a00JieBaHUSI  TIPENTOJIOXKM -
TeJbHO cocTapisieT 1:1 MJIH HOBOpoXXaeHHbIX. K HacTosI-
IEeMy BpEeMEHM CcJyyau TPUXOTeNaTOdHTEPATbHOTO
cuHapoma omnucaHbl B EBpone (BenukoOpuranHuwm,
®pannuu, Utanuu, [Monbme, Poccun), Typuuu, Cesep-
Hoit Adpuke, CaynoBckoit ApaBuu, Uuauum [5, 9—12].
KnvHuyecku cUHAPOM XapaKTepu3yeTcsl CIeIyIIIMMU
OCHOBHBIMU cuMnToMamu [12—14]:

— 3a7iep>KKa BHYTPUYTPOOHOTO Pa3BUTHS TUIOMA;

— HeKkypabenbHasi XpoHUYecKash auapesi, KoTopasi
HauMHAETCS C TIEPBBIX MECSIIEB KU3HU U BEIET K TSKe-
JIOW rurnotpoduu;

— IULEBOM aAucMopdu3M — BBICTYIAWOIIAN 100
U 1IeKH, IIMPOKOe OCHOBAaHME HOca, IIMpOKasl mepe-
HOCH1Ia, TUTIEPTEJIOPU3M IJ1a3, HU3KO MOCAXKEHHbIE YIIIH,
0OJIBIIION POT;

— aHoOMaJlisl pocTa BOJOC (BOJIOCHI MMEIOT «IIep-
CTUCTBI» BUM, CyXHe€ U JIOMKUE, CKJIIOHHBI K OBICTPOMY
BBITIAZICHUIO;

— UMMYHHBIE PacCTPOiCTBA (CHIKEHUE TMPOIYKIIMU
MMMYHOTJIO0YJTMHOB);

— OTCTaBaHUe B QU3NYECKOM U TICUXMUYECKOM Pa3BUTHM;

— KOXXHBIe aHOMaIUU (KCepo3, MATHA MO0 TUIY «Kode
C MOJIOKOM» Y aHTHOMBI).

Benymium cuHapomoM ciyxkaT HeKypaOelbHasl Xpo-
HUYecKas auapes, OTUCMOPOU3M JIMIla W aHOMaJuU
BOJIOC, KOTOPBIE BCTPEUalOTCs Y Beex mauueHToB. B 50%
CJIyJaeB y MallMeHTOB BBISIBJISUTUCH HApyIIeHUST (hyHKIIUN
MeYeHU, PEIKO — aHOMAJIMU TPOMOOIIMTOB M BPOXKICH-
HbIe TTOPOKU cepana. [1py 3HIOCKOMMYEeCKOM MCCIeN0-
BaHUU BEPXHUX OTIEJIOB XKeJIYyTOUHO-KUIIEUHOTO TPAKTa
00HAPYXMBAIOT W3MEHEHMS, XapaKTepHbIe ISl CHUH-

KJINMHUYECKUE CJTYHAU

npoma Manbabcopouuu [9]. Makpockonuyeckue MpHu-
3HaKM KoyuTa Haboganuck B 73% ciydaes [15]. OueHb
peaKo y O0JTbHBIX BCTPEUaloTCs TTaxoBast TpbiKa, aTpohust
THMYyca, TJTayKoMa, TUTTOTUPEO3, MOJUKHICTO3 TTouek [16].
KpaitHe penko, MO AaHHBIM JIUTEPATyphbl, OIMUCAHBI
OCJIOKHEHUSI, HalToMUHaoomue 6oie3ub Kpona [12, 13].
IMpencraBieHHBII HaMU CIydail OTHOCUTCS HMMEHHO
K 2TOi1 hopme 3a00JIeBaHUSI.

Kmnnyeckwuii coryqaii. Maabuuk A., 12 niet, HabmonaeTcst
C POXIEHUs B NETCKOM MOJIMKIMHUKE. PeGeHOK OT mep-
BOIl OepeMEHHOCTH, TMPOTEKABIIEN C TSKETBIM TeCTO30M
Ha 20—22-i1 Hemensx. Pomel cpounble, Ha 41-i1 Henmerne.
Macca nipu poxknerun 2600 T, mmHa Tena 50 cm.

HacnencrBeHHOCTh: 'y 0aOylIKyM 10 MaTEpUHCKOM
JIMHUM POJHAsl cecTpa ymepia B Bo3pacTe 2 MeC M3-3a
JUTUTETBHOTO XXHUIKOTO CTYJIa; TIePBhIi peOeHOK 6a0yIITKN
yMep B 3 Mec Takske 1o 3Toil mpuuuHe (puc. 1).

PonuTenu manpbumKa BrepBble OOpaTHIINCH K Bpady
¢ XajnobaMu Ha ydvallleHue cTyja 1o 15 pa3 B CyTKuU
U MOABbEM TeMIIepaTyphl Teja B Bo3pacTte 2 mec. Pebe-
HOK OB TOCHUTAJIM3UPOBAH B JETCKYIO OOJTBHUILY.
JInarHo3 TpU TOCHUTATU3AIUU: TUCTPOGDUS IO TUITY
runotpoun I crenenu. Jucbakrepros KullleyHUKaA,
BBI3BaHHBIN St. aureus, Klebsiella. TlpoBeneHo ede-
Hue: nuerorepanus (HAH — OGesnakTo3Hblii), aHTH-
OakTepHaibHasl Tepamnusi, TPOOUOTUKH, (HEPMEHTHI,
cTapUIIOKOKKOBBII OakTepuodar, nHhy3MoHHas Tepa-
nusi. B cBs3u ¢ orcyrcTBUeM 3(ddexkTra OT JedeHus
MJIaJIeHEll TepeBefeH B WH(EKIMOHHYI OOJIbHUILY
C IMArHo30M: CENCHUC HEYCTAHOBJIEHHOW 3TUOJOTHH,
CEeTNTUKOMUEeMUsT (IHTEPOKOJUT), IKCUKO3. [lomyumn
Kypc aHTUOMOTHUKOTepanuu, UMMyHoriooyiun (Ig)
yenoBeka No 2 — 6e3 addexra. I[lepeBeneH B racTpo-
9HTEPOJIOTUYECKOE OT/eIeHNE.

O

Ymepuue

B paHHeM Bo3pacTte
oT Anapeu

Puc. 1. PopocioBHasi manueHTa A.
Fig. 1. Pedigree of patient A.
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Kypmaesa E.A. u coagm. [lnutenpHoe HaOMIONEHIE MAITMEHTA C CHHAPOMHOU IMapeeit (TPIXOTenaTodHTePATbHBIM CHHIPOMOM) ¢ KDOHOTIONOOHBIM CHHAPOMOM

CocTtosiHe TIpM TIOCTYIIEHWUM TSDKEJIoe 3a  CUeT
BBIPaKEHHOTO KMIIEYHOTO CUHApOMa (KUAKUMA CTYI
1o 10—12 pa3 B cyTKH, TEMHO-3€JICHOTO 11BeTa C OOJIBIINM
KOJIMYECTBOM CJIM3M), DKCUKO3a, HapacTaHUs IedUInuTa
Macchl Tena (33%), anemuveckoro cuHmpoma. [Ipose-
JIEHO JIeYeHHe: TTapeHTepaTbHOE MUTaHKe (BHYTPUBEHHOE
BBEJEHUE PACTBOPOB HEKCTPO3bl, 4% pacTBOpa Kajus
XJIOpU/Ia, M30TOHWYECKOTO pacTBOpa HATpUs XJIOpWJa,
sunodyHANHA, aMMHOBEHA) C TIePeX0JI0M Ha 3HTepasib-
HOe TIMTaHWe CTeIUaIN3UPOBAHHON CMEChIO ¢ BBICOKUM
THIPOIN30M CBIBOPOTOUYHBIX GenkoB (Ppucornern), aHTH-
GakTepHabHasT Teparusi, TPOOMOTUKH, (PEePMEHTBI, Tpe-
naparbl xesnesa. Ha dboHe jeyeHust cocTosiHue yaydiiu-
Jiock. Beimucan ¢ maccoii tena 3690 1, ¢ nedpuurom 31%.

B Bo3pacte 6 Mec peGeHOK BHOBB ITOCTYITHJ B AETCKYIO
OGOJILHUILY B TSKEJIOM COCTOSTHUM (3KaJoOBI Ha KMIKUIA
CTYJI, TIOTEPIO MACChl Tejla, TTOAbEMbI TEMITEPATYPhI Tela
o cyodeOpuIbHOI) ¢ TMarHO30M: TUCTPOdUS TIO TUITY
runiorpoun Il crenenu. [ucbakrepro3 KUIlIEUHUKA.
KannunosHusliit cromatut. OCTpblit OpOHXUOIUT. B cBsizu
¢ HeKypabeJlbHOM nuapeeii mepeBeleH B TaCTPOIHTEPO-
JIoTUIeckoe oTneneHne. [IpoBemeHO 0OCTeIOBaHME:
IgA-TG2 (aHTUTENna K TKaHEBOW TpaHCIJIIOTAMUHA3e
IgA) — 1 en/mn (Hopma <7 en/mj), aHTUTeNa K DHIO-
musuto — 1 en / M (Hopma <5 en/mj1), aHTUTeNa K jea-
MUIMPOBAaHbIM TMENTUAAM TauaauHa — 5 en/mu (HopMa
He Oonee 45 en/mu). BoicTaBieH muarHo3: CHUHAPOM
Masibabcopoumu. Jductpodusi 1Mo TUIYy TUIIOTpODUU
III crenenu. BropuuyHass muokapnuomuctpodus. AHe-
MMSI CMEIIAaHHOM 3TUOJIOTHU, JIeTKO cteneHn. Kanmu-
JIO3HBI CTOMATHUT, XEUJIUT. DPO3UsI CIUZUCTON 000JIOUKHU
ry0. Octpbiit Oponxuonut. [TonyyeHHOe JieueHue: cMech
«Hytpamuren», «[IperectumMuii», nHOY3MOHHAs Tepartist
(rmoko3a 5%, pactBop Kanus xjaopuna 4%, U30TOHUYE-
CKUIA pacTBOp HATPUS XJIOpPUAA, JTUMOMYHINH, aMUHO-
BEH), MPEAHU30JI0H B 103¢ 20 MT BHYTPMBEHHO KareJIbHO
Ne7, aHTMbGaKTepuadbHas Tepamnus, (hepMeHTHI, Tpera-
paTel XeJie3a, MPOOMOTUKM, WHTAISLIMU KOPOTKOIEH-
CTBYIOIINX [3,-aTOHMUCTOB, CUMIITOMATUYECKUE CPENCTBA.
Macca tena nipu Boinucke 4700 r — pedpunut 44% (macca
tena npu noctymieHun 3700 r — nepuunt 50%). B Teue-
HUe rocheayoimmux 3 Mec Ha (oHe JIe4eOHOro TMUTaHMS
cMecbio «®pucorien» W BBeACHUS MPUKOPMa Iuapest
coxpaHsiiach, TpubaBKa MacChl ObUTa He3HAYUTeIbHAS.

B 1,5 roma npu (puOGpOKOTOHOCKOIIMY BBISIBIIEH 3PO-
3UBHO-SI3BEHHBIN KOJUT C MHOXECTBEHHBIMU TTOJTH-
maMu. Pe3ynbTaThl THUCTOJIOTMYECKOTO HWCCASIOBAHUS
OGuornTaTa: 0YaroBBIif aKTUBHBIN KOJIMT, 9PO3UN U SI3BBI
TOJICTOM KHIIIKHW; BOCTAJIUTEIbHBIE TOJUIBI TOJCTOMN
KWIIKW, TIpeNCTaBJIeHHbIE TPaHYISLIMOHHON TKaHbIO.
Bbimucan ¢ amarHo3oM: Hecnelu(@uIecKuil s3BeHHBIN
KOJIUT, BBICOKOU akKTUBHOCTH. CHHIpPOM Mababcopo-
. 3agepxkka (U3NYECKOTO M MOTOPHOTO Pa3BUTHS.
PaxuTt, momoctpoe TeueHue. B JedeHue ObIT BKITIOYEH
cynbdacanasuH 250 mr/c.

Yepes 1 Mmec Ha POHE OCTPOTO PECITMPATOPHOTO 3200~
JIEeBAaHUSI OTMEYaJloCh yXY/llleHWe cocTosiHusl. PebeHok

TOCTUTAIU3UPOBAH B COMATHUECKOE OTAEJICHUE JETCKOM
OoJIbHUIIBI. B ycloBuUsIX cTalimoHapa COCTOSIHUE OCTaBa-
JIOCh TSDKETBbIM, OTMEUaIUCh CHUDKEHUE IUype3a, OTed-
HBII cuapoM. B ananmsax kposu: seiikomutos 22-10°/1
(Hopma 9—10-10°/i), COD 50 mM/u (HOopMma 4—8 MM/4),
aHemust (remornoouH 71 rv/n, Hopma 120—140 r/n),
tpomOounTonieHus: 61-10°/m  (mopma 150—300-10°/1).
TTonydeHo neyeHue: aHTMOaKTepUaabHas Teparnusi, Gep-
MEHTBI, TIpeTapathl Xejie3a, TPOOUOTUKU, CUMITTOMATH -
yecKue cpenctna. B cBA3M ¢ TpoMOOLMTONEHUEH CYIb-
dacana3H ObUT OTMEHEH.

B Bospacte 2 ner 10 Mec obcienoBaH B OTACICHUN
ractpoaHTepojoruu ®IT'BHY «HayuHblil LIeHTp 300pO-
Bbs1 neteit» (HLI3J) Mocksbl. [loctynun B otaeneHue
B TSDKEJIOM COCTOSTHUU ¢ nuapeeii, runnorpodueit 111 cre-
MeHU, aHeMUel, CaMOCTOSTEeIbHO He CTOsUI. PebeHKy
ObIT BBICTABJIEH AUarHo3: 6ose3Hb KpoHa; Ha3HaueHO
MmapeHTepaJbHOEe TIMTaHUWE, TiepeJiuBaHue CBeXe3aMo-
pPOXEHHOM TuTazMbl No2, TIpeIHU30JIOH C MeIJIeHHBIM
CHUXXEHUEM J03bl B COYETAHUU C TIpernapataMu S-amu-
HOCAJIMLIMJIOBOM  KUCJIOTBI, OKTPEOTHI, (EepMEHTHI,
aHTHOaKTepHallbHas W TIPOTMBOTPUOKOBasi Teparnusl.
Ha ¢oHe sneyeHuss ormevasach IMOJOXUTENbHAs JIUHA-
muKa: iprbaska B Macce 500 r, CHUXXeHUe YacTOThI CTyJa
1o 3 pa3 B JeHb, peOeHOK Ha4yajl CaMOCTOSITEILHO CTOSITh
W IeJIaTh MTOIMBITKU XOIUTh.

B Bo3pacte 3 ser mpu IUIaHOBOWM TOCTIUTAIM3AIIAN
IO MECTY XXMTEJIbCTBA MPOBeJAeHA KOJOHOCKOIHMS, KOTO-
past BuISIBUJIA aTpO(PUUECKU WIIEHUT, 3PO3UBHBIN KOJIUT.
C wmenpio BepuPUKALIMKA TMArHO3a W OIpeAe/IeHUsT Jajlb-
Helileld TaKTUKW JieueHUs] peOeHOK TOCIUTATU3UPOBaH
B otaeneHue racrpoaHteposnorun HI3J. [Mpu moctym-
JIeHUM (hpU3NYECKoe pa3BUTHE HU3KOe (IeUIIUT MacChl
Tena 51%, HU3KMI POCT), OTMEUYEHBI JINLIEBbIE aHOMAJIMK
(IIMPOKWIA TUTOCKUI HOC, TUTIEPTEIOPU3M TJia3, BBICTY-
naroumii 100, OOMbIIME YIIU, MOJHbIE TyObl), Hapylle-
HHUE poCTa BOJIOC (TOHKHE BBIOIIMECS] BOJIOCHI), Ha KOXe
CMUHBI TIITHA 11BeTa «Kode ¢ MojokoM». [1pu obcnenona-
HUU BBISIBJIEHO: TeMorsioouH 85 r/n (Hopma 120—140 r/1),
rematokput 28,7% (Hopma 39—49%), aHTUHYyKJeap-
Hble aHturena (AHA) 2,4 en/mia (B HOpMe OTCYTCTBYIOT),
I1gG 20 r/m (Hopma mo 9,16 t/m), IgA 6,76 t/n (HopMa
1o 0,2—1,0 v/11), nUCTIPOTEMHEMUSI C TUTIOAIbBOYMUHEMHUEI
1o 27 r/a (Hopma 35—52 1/11), heKaabHbI KaJTbIIPOTeKTUH
124 mxr/T (HOpMa MeHee 80 MKT/T).

Ipn mocnenytomeit rocnuTaaM3aunu B 4 roda
BBISIBJICHBI YMepeHHbIe OehopMali HIDKHUX KOHeY-
HOCTel, remarocruieHoMeranusi. JlabopaTopHble WcCle-
JIOBaHUST: aHEMMYECKU cuHApoM (reMoryoduH 88 r/i),
CPb 6 mr/n (Hopma 0—5 mr/m), COD 60 mm/4, Jeitko-
umro3 21,5-10°/m; 1gG 20 r/x, IgA 9,75 1/, beKanbHbIi
KaJbIPOTeKTUH 825 MKT/T, MOBBILIEHUE YPOBHSI Iapar-
ropMoHa jo0 73 nr/mia (HopMa 15—65 nir/mMi), CHUKEeHHe
00111ero KaJIbLIMS A0 2 MMOJIb/J (HopMa 2,2—2,7 MMOJIb/1)
n ¢ochopa B kpoBu g0 1,1 mMmomnb/n (Hopma 1,45—
1,78 MMosnb/n). Pe3ynbraThl UI€OKOJOHOCKOMUU: $SI3BbI
¥ aThl B TOJICTOM KUIIIKE, SI3BEHHBIN MTPOKTOCUTMOWINT.
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BBuay HenmpepbIBHO-PEIMANBUPYIOIIETO TEUEHUSI, COXpa-
HSIIOIIECS BRICOKOI BOCTIAITEIEHOM aKTUBHOCTH 3200~
JIeBaHMSI, OTPUIATETbHOM AUHAMUKU TIO pe3yabTaTaM
KOJIOHOCKOTIMM Ha3HayeHa aHTUIIMTOKWHOBAS Teparust
xuMepHbIMU aHTUTeaMu K DHO anbda (ambda-dakTop
HeKposa oryxojin): nHpaukenmad (Pemukeiin) B mose
50 mr (13 pacuera 5 Mr/Kr) To cxeme 0 , 2 1 6-51 HeAeH,
3areM | pa3 B 8 Henm. [lpu BBITIMCKE OMArHO3 OCHOB-
Horo 3abojieBaHus: Ooyie3Hb KpoHa, TOTaJbHBIN KOJIUT,
BbIcOKasi crerneHb akTtuBHocTh PCDAI (nmemmuarpuye-
CKUi1 MHIEKC akTuBHOCTU O0se3Hn KpoHna) — 40 Ganos,
HeTpePBIBHO-PEIMANBUPYIOIIee TeueHne, 000CTpeHNE.

Crenylouiasi rocnuTajmMsalivsi B Bo3pacte S5 JeT.
Macca npu noctyrieHuu 11,5 xr, poct 89 cm (nedumur
Maccel 50%, Hu3kuii poct). [IpoBeneHHOe oOGCIea0Ba-
HUE: B KPOBU MOHU3MPOBAHHBIN Kanbuuit 1,19 MMomb/n
(Hopma 1,1 MMomb/i), oOIIMiA Kanbluit 2,16 MMOJIb/J,
dochop 1,17 mmonb/n; maparropmon 80 mr/mi, remo-
riobuH 88 r/n, CPb 20 mr/n, COD 80 mMM/4, nefikouu-
to3 17-10°/1; 1gG 19 r/xa, IgA 6,8 t/1, AHA 1,6 en/mn.
IMpn KoJOHOCKOTIMM OOHApPYXKEH OYaroBBIM S3BEHHBIN
KOJIUT CJIETIOTO, BOCXOMSIIIET0, TTOTIEPeYHOr0, HUCXO/ISI-
IIETO ¥ CUTMOBUIHOTO OTIEJIOB TOJICTOM KUIITKU, XapaK-
TEPHBIX IS  SHIOCKOIMUYECKON KapTUHBI OOJe3HH
Kpona B cramum wuHbwisrpauuu. PentreHorpadust
HWDKHUX KOHEYHOCTEH BBISIBUJIA BaJIbIYCHYIO Aechopma-
LIMI0, pacIIupeHue 3MU(GU3APHBIX JMHUM TOJEHOCTOT-
HBIX CYCTaBOB;, YMEPEHHOE MOBBIIIEHNE MPO3PAuHOCTU
KOCTHBIX CTPYKTYp. KOHCYIBTHpOBaH CIEelMaUCTaMM:
3aKJII0YeHe opToreaa — AedopMalni HUKHUX KOHEY-
HOCTEl; DSHIOKPUHOJIOTAa — BTOPUYHBIA THUIIeprapa-
tipeo3. C y4eTOM HENpPepbIBHO PELMINBUPYIOIIETO
TEeYeHUsI, COXPAHSIOIIENCS BBICOKON BOCIATUTEIBHOMN
KJIMHUKO-JTAa00paTOPHOU  aKTMBHOCTU  3a00JIeBaHUS,
HU3KUX ToKa3aTenell (pusmyeckoro pasButusi (puc. 2),
porpeccupoBaHus naedopMalMii HUKHUX KOHEYHO-
CTell, CMHIpOMa MajbabCcopOLIMM peKOMEHIOBAHO TeHe-
TUYECKOE UCCTIeIOBAHUE.

B 6-metHeMm Bo3pacTe MalMeHT BHOBb TOCITHATAIM-
s3upoBaH. COCTOSTHME OCTaBajioCh TSDKEJIbIM 3a CYET

KJINMHUYECKUE CJTYHAU

KUIIEYHOTO CUHIPOMA, JUXOPAAKU, BSIEKTPOJIUTHBIX
W BOCTAJUTENbHBIX HapyiieHuii. [IpoBemeHa olleHKa
pe3yabTaTOB OMOTICMM TOHKOW KWINKW (MHTEHCUBHAs
nmuMdonnTapHass WHOWILTPALNS CIU3UCTOM O0O0JIOUYKM
TOHKOM KWIIIKW, BBISIBICHBI MPU3HAKK ayTOMMMYHHOI
SHTEPOINATUN) U pElIeHO T00aBUTh B TEPAITUIO TIperapaT
mukiaocnopuHa — A (CanpummyH Heopan). Ha ¢one
Tepany OTMeYaach MOJIOKUTEIbHAs TMHAMUKA: YIyd-
IIeHWe CAaMOYYBCTBUSI M KUIIIEUHOTO CHHApPOMA, 3JIEK-
TPOJIUTHBIX HAPYIIEHWIA.

B 6 nmer 9 Mec miaHOBasl TOCTIMTAIU3ALIMS: COCTOSI-
HUE TsoKenoe, (PU3MYecKoe pa3BUTHE HU3KOe — aedu-
T Macchl 52%, poct 100 cM (MeHee 3-TO MepLEHTUIIS).
Ha xoxe crnuHBI, XUBOTa, HOI MHOXECTBEHHBIC TISITHA
1BeTa «Ko(e ¢ MojokoM». B obnactu Komumka Bu3ya-
JIU3UPYETCS DMUTETUATBHBIN KOMIMKOBBI xox. Cryn
4 pasa B CyTKH, XUAKUIA, C yMEPEHHON TTPUMECHIO KPOBH.
ITo maHHBIM 330(haroracTpoayoNeHOCKOTMU OTMEYEHBI
atpodust BOPCUHYATOTO CJIOSI TOHKOW KUIIKH, IyOIe-
HUT, TaCTPUT. Pe3ynbraThl JJECTHUYHOW OUOTICUU, B3STOM
MPY KOJIOHOCKOTTUH: SI3BEHHBII WIEUT, KOJIUT, CHTMOUINT,
MPOKTUT, COUHKTepUT. PeHTreHOrpadust KMCTeil BuISIBUIA
COOTBETCTBHME KOCTHOTO BO3pacTa KaJieHIapHOMY.

B Bospacte 7 ner 3 Mec ocyllecTBIeHa TUIaHOBast
TOCTTUTAIU3ALUS 1T OLEHKU 3(POEKTUBHOCTH aHTHU-
LIMTOKWHOBOM Teparmui MOHOKJIOHAJTbHBIMU aHTUTEIaMU
yenoBeka K PHO anwda mpenaparoM amanmmymada
(Xymupa). ITo utoram oOcnenoBaHusi 3aUKCUPOBAHO
pa3BUTHE PE3UCTEHTHOCTH K OWMOJIOTMYECKON Teparvu,
TaK KakK OBbUIO BBISIBIIEHO oOocTpeHme Ooje3num Kpona
(manexkc PCDAI 60 6amnos). IlpoBeaeHa TITIOKOKOP-
TUKOCTEPOUIHAS Tepanus (MpeaHU30JI0H), TIOCe YeTo
B KPOBM CHU3UJIOCH COJEPKaHUE MapKepoB BOCTIATICHUS
1 0eJIKOBO-3JIEKTPOJUTHOTO Aeduiuta. Beimucan B cTa-
OUJIBHOM COCTOSTHUM ¢ Maccoi Tena 14,2 kr (+2 kT, nedu-
T Macchl 68%). B mambHeiiem pebeHOK HaOIIOmAICs
Ha TeMaTPUIECKOM yJacTKe 10 MECTy XXUTEJIbCTBA, Te
BBITIOJTHSJTUCh BCE PEKOMEHAAIMU TIO O0CIeIOBaHUIO
U JIEYEHUIO, TTEPUOINYECKU OCYIIECTBISIACh TOCTIATA-
JIN3ALIMS B CBS3U C YXYAIIEHUEM COCTOSTHUSI.

Puc. 2. lnnamuka ¢pu3nyeckoro pa3BuTHs NaMeHTa A. ¢ poXKIeHus 10 S JeT.
Fig. 2. Dynamics of physical development of patient A. from birth to 5 years.
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Kypmaesa E.A. u coagm. [lnutenpHoe HaOMIONEHIE MAITMEHTA C CHHAPOMHOU IMapeeit (TPIXOTenaTodHTePATbHBIM CHHIPOMOM) ¢ KDOHOTIONOOHBIM CHHAPOMOM

B 11 et pebenky B ®T'BHY HII3/1 npoBeaeHO MOJIEKY-
JIIPHO-TEHETUUYECKOE MCCIIeIOBAHUE METOJOM 3K30MHOTO
cekBeHpoBaHus; B reHe SKIV2L BbIsIBIEH HYKJICOTHUI-
HbI BapraHT 2.31929071C>T B roMO3UTOTHOM COCTOSTHUH,
ACCOLMMPOBAHHBIN C TPUXOTEMATOIHTEPATbHBIM CHHIPO-
MoM, turt 2 (OMIM 614602). Y ponureneit mpodaHma 3TOT
BapMaHT OOHAPYXeH B TeTEPO3UTOTHOM COCTOSTHUM. Takum
o0pazoM, ObUT chopMYyIMPOBAH OKOHYATETbHBIN JTUATHO3:
CUHAPOMHas Thapest (TPUXOreraTo3HTEPATBHBIN CHHAPOM,
it 2 (OMIM 614602) ¢ KpOHOTIOMOOHBIM CHHIPOMOM.
AHeMUsI XpOHMYECKMX 3a00JIeBaHUI, TSIKEION CTeIreHMU.
DIUTEIMaTbHO-KOIMIMKOBEIN Xomn. CuHapoMm Hemudde-
PEHLIMPOBAHHOW IUCIUIA3UM  COSAVMHUTEIBHONM TKaHM.
Jledopmanisi HUXKHUX KOHEYHOCTEH: TUTOCKO-BaJIbIyc-
Has aedopmaiiust cTor, aehopMaliist KOJEHHBIX CYCTaBOB
¢ JlaTeporo3uliieli HalKOJIEHHUKOB. beakoBo-3HepreTu-
yeckasi HefoctarouHocTs 11 crenenu.

B nacrosiee BpeMst 00JbHOTO 0€CITOKOUT CHUKEHIE
anmneTuTa, B3AyTUe XXUBOTa, yJallleHue cTyna a0 4—35 pasa
B CYTKHM, 3arpynHeHue Tmipu xonapbe. [lpm ocmotpe:
3alepKKa (DU3MIECKOTO PAa3BUTHS; JIMIIEBbIE aHOMAaJTUU
(IIUPOKUI TUIOCKUI HOC, TUNEPTEJIOpU3M TJjia3, TIO0JI-
Hble TYObl, HEPOBHbII 3yOHOI psil), TOHKWE BbIOLIUECS
BOJIOCHI, KOPOTKASI IIest, 0OJIBIION BRICTYAIONINI XXIBOT,
KPYITHBIE KUCTU W CTOTTBI, BaJIbTYCHAS Te(opMarinst HUXK-
HUX KOHeuHocTeil. Koxa cyxasg m cmyriasi, B o0iacTu
CIIMHBI, TPYIM, XUBOTA M HUKHUX KOHEYHOCTSIX MHOXKE-
CTBEHHBIE YYaCTKW TUMEPITUTMEHTALIUU TI0 TUITY TISITeH
«Koe ¢ MOJIOKOM».

00cyxaeHue 1 3aknoyeHne

ﬂnapeﬁ B He)II/IanI/I‘-IeCKOﬁ MPaKTUKE BCTPEUYACTCA
yacto. B NnpeacTaBICHHOM CJiy4dyac y 0OJILHOTO C TIEPBbIX
HeJllelb XKU3HU HaOJtoaanach Juapes, KoTopad HE IoIa-
JaBajlaCb TpaAWMIOMOHHBIM METOdaM TEparinun. Z[I/Ial"—
HOCTMYECKMI TIOMCK Ha HA4yaJbHOM 3Tare MO3BOJII
NCKIIIOYUTDH I/IH(beKL[I/IOHHy}O 3TUOJIOTUIO 3a00JIeBaHUS.
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