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B craTbe npeacTaBieHbl IaHHbIE JIUTEPATYPbI, MOCBSAIIEHHOI peIKoMy reHetndeckoMy cunapomy Mmepcaynn—Ipecoeka. Oocyx-
JIeHbI MATOreHeTHYECKHE OCHOBbI, 0COOEHHOCTH KJIMHHYECKO# KAPTHHDI, TeYeHHs U JIeUeHns JAaHHOro cunapoma y nereii. Ilpexcras-
JIEHO COOCTBEHHOE KJIMHMYecKoe Haduonenne cunapoma Mimepciaynn—Ipecoeka y neBouku 8 jer. CocTasiieHa CBOJHAS TAO/MIA
ONMCAHHBIX B JIUTEPATYPE MYTALMIA Y NAIMEHTOB PA3HBIX 3THUYECKHUX IPYNI. ABTOPAMH YKA3aHO HA BAKHOCTH MOJIEKYJISIPHO-T€HEeTH -
4ecKoro uccienosanusi renos CUBN u AMN 'y neteid, UMEIOIMX NPOTEUHYPHUIO U B, -NeHIMTHYI0 aHeMUIO, ¢ 1e/IbI0 MOATBEpPkKIe-
nusg cunapoma Mmepcaynn—Ipecoeka. IlanuenTsl ¢ JaHHBIM CHHAPOMOM HYXKIAIOTCS B NMOXKHM3HEHHOW 3aMeCTUTEbHOI Tepanuu
K00aJJAMUHOM, HA0JII0IeHNH He(PoIora U remMarToJiora.
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The article presents literature data and a clinical case on the rare Imerslund-Grisbeck syndrome. The pathogenetic foundations, the fea-
tures of the clinical picture, course and treatment of this syndrome in children are discussed. Own clinical observation of the syndrome
of Imerslund-Griisbeck in a 8 years girl is presented. We presented a summary table with described in the literature of mutations in different
ethnic groups. The authors indicated the need for molecular genetic studies of genes CUBN and AMN in children with the combination
of proteinuria and B ,-deficiency anemia to diagnose the Imerslund-Grisbeck syndrome. Patients with the Imerslund-Grisbeck syndrome
require lifelong replacement therapy with cobalamin, observation by a nephrologist and a hematologist.
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CI/[HI[DOM HMwmepcnynn—Ipecoeka (Imerslund—Grésbeck
syndrome); CMHOHMMBbI: MajibaOCOpPOIMsT KobajiaMu-
Ha BHTEPOLIUTOM, TIOBPEXIEHNE pelernTopa BHYTPEHHETO
¢dakropa 3HTepoLMTa, Merajo0IacTHasE aHEeMUsT — CeJleK-
THBHas MajibabcopOLus BUTaMUHA B, ¢ mportenHypuei,
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OBeHWIbHas1 MerajobsacTHast aHemus. Cuampom KMwmep-
cyHn—Ipecbeka XapaKTepusyeTcsi ayTOCOMHO-PEIeCCUB-
HBIM TUTIOM HacsemnoBaHust. [TposBIeHUsT CHHIApOMa — Me-
rajiobiacTHasi aHeMus ¢ IeUIIMTOM BUTaMUHA B, ,, yacto
B COUETAHUM C MPOTEUHYPUEH TIPU OTCYTCTBUM MATOJIOTHHA
CO CTOPOHBI OpPraHOB MoYeBOW cucTeMbl [1, 2]. B 1960 .
He3aBUCHUMO JIPYT OT Jpyra CUHIPOM BIIEPBBIE ONMMCAIN
O. Imerslund [1] y uieHOB HOpBEXXCKOI CeMbU U (DUHCKUT
nccienosateb R. Grisbeck [2]. Tlo maenmio R. Gris-
beck pacrpocTpaHeHHOCTh CHUHAPOMA COCTaBJISIET MeHee
6:1 000 000 Hacemenus. Crnydan cuHapoma MiMepciayHa—
Ipecbeka onmcaHbl IPEUMYIIIECTBEHHO Y HApOJIOB, HACEIsI-
fommx CkaHaMHABCKUI noryocTpoB (PuristHous, Hope-
THsT), OMHAKO BCTPEUAIOTCS PEAKUE OMTUCAHMS Y YPOKEHIIEB
Cpenr3eMHOMOPCKOTO pPETMOHA, B OCHOBHOM W3 CTpaH
bavknero Bocroka m CesepHoit Adpuku. Cucrematu-
ka cuHapoma Mmepcaynn—Ipecoeka: mo OMIM 261100,
MKB10 — D51.1 [3, 4].

Pazeutve B ,-meduumTHON aHeMuMm NMpu CHHIPOME
Nmepcnynn—Ipecbeka cBsI3aHO ¢ HapylleHUEM BCacChl-
BaHWA BUTaMUHA B, B TOIB3IOIIHON KMIIKE, KOTOPOE
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00yCJIOBJIEHO MYTallMSIMA B OJHOM U3 IBYX I'€HOB: cubi-
lin (CUBN, 10p12.1) u amnionless (AMN, 14q32). [ensl
CUBN u AMN xonupywooT 0enku, oOpasywoliue cubam-
peuentop B, ,-BHYTpeHHero (hakTopa SHTEPOLIUTOB MOJI-
B3/IOITHOW KUIITKHU, KOTOPBIA pEryJupyeT KaHaTbIeBYIO
peabcopOuMio Oejlka B SMUTEINMU MPOKCUMAJIBHBIX I10-
YeUHBIX KaHaIbleB [5—8].

Myranus ¢.208-2A>G rena AMN npowu3oliia mpu-
MepHo 13 600 ner Hazam B CeBepHoii MecomoTaMum,
pacrpocTpaHWJIach 0 Havajla Tiepuoja HeosuTta (TIpu-
onuzurenbHo 9500 sieT no Hamed dpbl) U SIBISIETCS
nMpuuuHoii 6onee 1/2 ciydaeB cuHapoma MmepciyHia—
Ipecbexka cpenm apaboB, TYpKOB, eBpeeB-cedapaoB
u apyrux BwixoaueB baukHero Boctoka [9]. Mo cBe-
JNEHWSIM JTUTepaTypbl TIpelcTaBleHa CBOOHAs Tabiuia
n3BecTHbIX MyTaimii reHoB CUBN u AMN y nauneHTOB
C IaHHBIM CUHIpOMOM [7—14].

ITpumepHO B TTOJIOBMHE CTydaeB Ipu cuHapome Mmep-
ciaynn—Ipecbeka BCTpevaeTcsl yMepeHHas TIPOTEUHYPUSI,
KOTOpasi UMEET MEePCUCTUPYIOIINI XapakTep, HE JOCTU-
raeT CTereHW He(PpPOTHUYECKOTO CUHApPOMa, He TMporpec-
CHUpYeT C BO3pacTOM B XPOHUYECKYIO OOJIe3Hb ITOUEK.
ITpu ncnob30BaHUKM METOIOB MMMYHOOJIOTTHHTA U 3JTeK-
Tpocdopesa OeIKOB MOYM YCTAHOBJIEHO, YTO TIPOTEUHYPUS
y TMaIMEeHTOB ¢ JaHHBIM CHHIPOMOM CBsI3aHa C TOTepeit
0OEIKOB C HU3KOU MOJIEKYJISIPHOU MacCOi — aIloJIATIONPO-

OPUINHAJIbHBIE CTATbU HACJIEACTBEHHbIE BOJIE3HU

tenHa Al, TpaHcdepprHa, BUTamMuH D-CBSI3bIBaIOIIETO
oenka u ansoymuHa [8]. 1o pesynbraraM CBETOBO MU-
KPOCKOIMUM B OMONTAaTaX MOYEK Yy MalUeHTOB MaTOJIOTUN
He BBISIBJICHO, T10 pe3yJibraTaM 3JeKTPOHHOW MUKPOCKO-
MUy OOHApYXMBAIOT TMPU3HAKM MeE3aHTHaJIbHOM Tpo-
mmdepauny Ki1yooukoB [15]. Pexe ommcaHbl aHOMaInu
pa3BUTUSI OPTaHOB MOYEBOI CHUCTEMBbI (YIBOCHUE MOYE-
TOYHWKOB, TTOIKOBOOOpa3Hasi mouka) [1].

Heduumt kobamaMrHa MPOSIBISIETCSI MAKPOLIUTAPHOM
aHeMueli, TaHIIMTONeHNel, OTcTaBaHUEM B (PU3UYECKOM
U TICUXOMOTOPHOM Pa3BUTUU, HEBPOJIOTUIECKUMU Hapy-
meHusMu [5, 16—18]. AHeMuUs MOSIBIIIETCST HE C POXKIe-
Hus, vaiie ¢ 1 roma mo 5 JieT, xapakTepu3yeTcsl TIOMKUIIO-
LIUTO30M, aHU30LMTO30M. [lOSBISIIOTCS SJIANTOLMTHI,
MaKpOLUTHI, MaKpPOOBAJIOIUTHI, NTaKPUOLUTHI — Karuie-
BUJIHBIC, CJIE30BUIHBIE 3pUTpOLUTHI [17]. M30BITOUHOE
yrotpe0dsieHre (GomeBOil KUCIOThI MOXKET YMEHbIIaTh
JlabopaTopHble TpU3HakW B ,-nedunurHoit  aHemuu,
HO YCWIMBaTh HEBPOJIOTUYECKUE TposiByieHus [19].

Henocrarok ButamMuna B, BiuseT Ha Bee aensinme-
csl KJIETKU; HauboJjiee BOCTIPUMMYMBBI OBICTPOIESIIINE-
Cs1 KJI€TKM, HallpuUMep SIUTEJIMIA CIM3UCTON 000JIOUKMU,
cniepmato3zounbl [2]. TlosiBnsiercst Bce OoJibllie TOKa3a-
TEJbCTB TOTO, YTO CYOKJTMHUYECKUI AedULINT KobalaMu-
Ha CIOCOOCTBYET Pa3BUTHIO aTepOCKIIepo3a, OeCcTuIonusl,
JIeMeHLn 1 ocTeorniopo3sa [19, 20—23]. OnucaHbl ciiyyan

Ta6auya. Mytaman renoB CUBN u AMN y nammenTos ¢ cunnpomoM Umepcirynn—Ipecoeka (cocTasiieHo no anHbM Juteparyps) [7—14]
Table. Mutations of the genes CUBN and AMN in patients with Imerslund—Grasbeck Syndrome (based on data of the literature) [7—14]

Bun myrauun (rem) DTHHYECKAS rpynna CchlUIKH
¢.434G>A; p.Gly145Glu (CUBN) Bbenyunbsr CaynoBckoii ApaBumn [10, 12]
¢.1010C>T; p.Pro337Leu (CUBN) Hewm1ipl, Berxomiipl 3ananaHoit EBporms [10, 12]
TMonmumopdusm c.1165C>A (CUBN) Ypoxenka Wranuu [7]
¢.2594G>A; p.Ser865Asn (CUBN) AJ0aHIIbI, TYPKH, ITOTJAHIIIBI [12]
c.2614 2615delGA, p.D872fs (CUBN) EBpen-anikenasu [12, 13]
¢.3330-439C>G (CUBN) LlBenpr [11,12]
C.3335G>A (p.Gly1112Glu) (CUBN) Ypoxenust TyHuca [8]
¢.3890C>T; p.Pro1297Leu (CUBN) DyHHE [0
c.4115C>G; p.Thr1372Arg (CUBN) Typxku [12]
S206T> A p Met6SLys (AMN) Esponcii (141
c.43+1G>T u c.701G>T (AMN) EBpeu-anikeHasu [12]
WranbsHIbl,
apabbl MOPAAHCKOTO MPOUCXOXKICHUS,
¢.208-2A> G (AMN) ggl‘iﬁ:ceq’apm’" [7-9,12]
VCTIAHIIbI,
ypoxeH1bl TyHuca
¢.1006 + 11_1008del (AMN) MapokkaHIIb [8]
¢.1006+34_48del15bp (AMN) 3@1‘;{?}?&?"“““’1 (Coprne, o e [12]
c.1041_1042delinsCTC (AMN) HranbsiHIlbl [8]
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Andpeesa 9.9. u coagm. [potennypus u B, -nedpuunthas anemus B cTpykType cunapoma Mmepcnynn—IpecOeka: kiHmyeckoe HabmoneHne

cuHapoma Umepcinynn—IpecOeka y maleHTOB ¢ caxap-
HbIM 1rabeToMm [21], 6one3nbio JdayHa [6].

C uesnbio noaTeepxacHUs Aedunmura B, ucrnosbsyor
ornpejieJieH1e MPOAYKTOB ero MeTabomu3ma (aeduunt B,
COIPOBOXIAETCS TOBBIIICHUEM YPOBHS TOMOIIUCTEU-
Ha W METWIMAJIOHOBOM KHUCJIOTBI B KpoBu). [lpu yTou-
HEHUU TPUYUHBI AedUIUTa KobajaMUHA TPOBOIST
nuddepeHINaTbHYI0 TMAaTHOCTUKY B OCHOBHOM C allh-
MEHTapHOW HETOCTATOYHOCTBIO M BPOXKIEHHBIM/TIPU-
obpeTeHHBIM AeduuToMm (akropa Kacia, mckimogaior
ITUGUUTIO00TPUO3 U APYTUe TeIbMUHTO3bI, IEIHaKUIO.
st neximoyenus nepuunta dakropa Kacma mpoBonmsT
aHaJI3 BHYTPEHHETO (haKTopa B KEJTYIOUHOM COKE, IPO-
OBl C MCTTOJIb30BAHUEM MEUEHHOTO paAuoaKTUBHON MeT-
Koii B , (tect Munnunra), GudporacTpoayo e HOCKOIHUIO
(®TIAC) c buoricuei CIM3UCTOM KeTyaKa TSl UCKITIoUe-
HUST aTPO(PUIECKOTO TaCTpHTa, OMpeaeieHrue HaTuJus
AHTUTE] K MapveTaTbHbIM KJIeTKaM Xeyaka. s mom-
TBepKaeHus: cuHapoma Mmepcnynn—Ipecbeka HeoOxo-
JIMMO MOJIEKYJIIPHO-TEHETUYECKOE UCCIIeIOBaHNE.

C ne4yeOHOI LIeJIbI0 OCYIIECTBIISIIOT KOPPEKIIUIO Jie-
(¢unnra B ,: eXeqHeBHbIE BHYTPUMBIIIEYHbIE MHBEKLIIUK
ruapokcukobanamuHa 1 mr/cyt Nel0, 3aTeM MOXU3HEH-
Hoe BBeneHue 1 mr/cyt 1 pas B mecsu [5, 22]. Tloxus-
HEHHas KoppeKuus geduumnra BuTaMuHa B, mpusoaut
K HOpMaJTU3alliK ToKa3aTesieit KpoBU, HO He YMEHBIIIaeT
cTerneHb potenHypuu [15, 16, 23].

KnuHuyeckoe HabGniopgeHue

JleBouka M. (2008 r. poxnmeHus), ypoXXeHKa pec-
nmyoauku Kapenust, mocTynuia BIepBble B TUIAHOBOM
nopsinke B | meguarpuyeckoe (Hedpoaornuyeckoe) oTae-
nenue kiuHuku ®TBOY BO «CIIGITIMY» Munsnpa-
Ba Poccuu. Ponurenu peGeHka TpemabsiBISUIM KaloObI
Ha OJIETHOCTh U CYXOCTh KOXW, IOMKOCTh HOTTEH, N3Me-
HEHUs B aHAJIM3aX MOYM.

CemeiiHblli aHAMHE3 (CM. PUCYHOK) HE OTSITOLIEH
M0 3a00JIeBaHUSIM, COTPOBOXIAIOIMIUMCS  aHEMUEH
1/WJTV XKEJTYXOM, 1 TI0 TaTOJIOTMU OPTraHOB MOYEBOM CU-
cteMbl. JleTambHbIe MCXOIBI B paHHEM IETCKOM BO3pacTe
y poactBeHHUKOB II(1), I1(2) co cTopoHbI OTlIa U OHKO-
JIoTUIecKoe 3a00JIeBaHNE KeTYTOTHO-KUIIIETHOTO TPaK-
Tay AeIyIlIKU co cTopoHbl Matepu 1(2) mpobanma. [Tomy-
cub6c 1V(2) 1997 r. poxkneHust — 310pOB.

M3 anaMHe3a W3BECTHO, YTO OEpEeMEHHOCTh Mare-
pu mpoTekana Ha (hOHE TOKCOIIa3Mo3a, POIBI BTODHIE,
B CPOK, Macca TeJjia pedeHka rpu poxaeHun 2940 1, 1uH-
Ha — 48 cM, cpa3sy Tociie POXKICHUS OTPENessiach BbI-
paxkeHHasT OJISTHOCTh KOXHBIX ITOKPOBOB. B Bo3zpacte
2 Mec BbIsIBIeHa aHemus Tspkenoii crernieHu (Hb 43 r/x,
ap. 1,25x10%/n, Ht 13,3%) c¢ amiasueit 3pUTPOMIHOTO
pPOCTKA M HAIpPsDKEHWEM METaKapHOLUTAPHOTO M TpaHy-
JIOIIUTAPHOTO POCTKOB TIO Pe3ybTaTaM IMyHKIIMU KOCTHO-
TO MO3Ta, MPU OTCYTCTBUU JaHHBIX O TEMOJIM3e U OTpUILIa-
TenbHOM peakiy Kymoca. C 3Toro Bo3pacTa IMonTBepKIeH
TMIEePTEH3MOHHO-TUAPOLe(aTbHbIA CUHIPOM, TEMIIOBasT
3ajiepkKa TICUXOMOTOPHOTO pa3BuTHsi. C 3aMeCTUTETHHOMN

LIEJTBIO TIPOBEACHBI TPU TeMOTPaHC(hY3UH.

VY IeBOYKM B BO3pacTe 5 MeC COXpaHSUIMCh MpU3HAa-
Kku tuneppereHeparopHoii (Ret 25%o0) anemMuu Jerkoi
crerieHu TsekecT (Hb 99r/m1, 3p. 3,0x10'2/), necdurura
Macchl 11%, paxuta, 3aaepXKH IICUXOMOTOPHOTO pa3-
BUTHSI, CUHAPOMAa BHYTPpUUEPEITHON TMTIEPTECH3UN, WH-
GbUIMpoOBaHUST TOKCOIJIa3M0O30M (BbicOKME TUTPHI IgG
K TOKcoT1azMo3y). OKyJIMCTOM TOATBEpKIeHa YacTUY-
Hast aTpodus 3pUTETbHBIX HEPBOB 000MX TJIa3, HUCTarM
CNA0OBUISAIINX, TUTICPMETPONUS BBICOKOW CTENeHU
000UX TJ1a3, CXOMsIIIeecs aJbTepHUPYIOIIee KOCOTIa3ue.
B ¢Bs13U ¢ BBISIBJICHHBIM ITe(UIIUTOM 3Keje3a (ChIBOPO-
ToOYHOe kejie30 5,0 MKMoJib/J, oOIasi Keae30CBI3bI-
Batoiasi cnocooHocTh chiBOpoTKU — OXKCC 47,1 MK-
MOJIb/JT, TIPOLIEHT HACHIIIEHUS TpaHC(epprHa KeJIe30M
10,6%), aHemus paclieHeHa Kak XeJie3oaepuInuTHasd,
Ha3HavyeHbl mpemnapaThl xene3a (cynabdar xeneza Il
akTU(hEepprH), HO Teparusi OTMEHeHa B CBSI3W C JIHC-
MEeTICUYECKUMU SIBICHUSIMU.

B cBs131 ¢ cOXpaHSIOIIMMUCS U3MEHEHUSIMU B aHAJTN -
3ax kpoBu (Hb ot 76 no 110 r/x, ogHoKpatHOo 1o 121 /1)
B BO3pacTe 2 JieT oOciiefloBaHA B OTIEICHWM T€MaTo-
JJoruM. Y MalueHTKU BBISBICHBI Ne(PUIIMT Macchl Teja
(23%), Taxukapousi, MakpoLMTapHas (CpeaHUil 00beM
sputrpounToB — MCV 118 ), runeppereHeparopHast
(Ret 10%o0), TunepxpomHasi (cpemHee comepKaHUE Te-
morinobuHa B aputpounte — MCH 38,7 nr), anemus
cpenHeit crerrenn Tsokectu (Hb 78 r/m, ap. 2,0x1012/m),
aHU30-, TTOMKUJIOIMTO3, HOPMaJbHbIE TTOKa3aTeld Ke-
JIe30-KoMIuIeKca (CbIBOpOTOUHOE Xese30 13,0MKMob/1,
OXCC 47M Moab/n, JaTeHTHAasl KeJe30CBsSI3bIBAIO-
mas crnocobHocTh cbiBOpoTkU — JIZKCC 34mKmonb/i),
depputun (115 Hr/mia). Tlo KIMHMKO-71a00paTOPHBIM
JAHHBIM HE TIOATBEPXIEH TEeMOJMTUYECKUI XapakKTep
aHEeMUH, TI0 TYHKILIMU KOCTHOTO MO3Ta YCTaHOBJIEH Me-
rajo0JIaCTHBIN XapaKTep 3pUTPOMITHOrO pocTka. B cBs-
31 C HapacTaHMEM aHeMUW BBITIOJHEHAa TpaHChy3Us
OTMBITBIX BPUTPOLIUTOB. B aHamm3ax KpoBuW (ITocie

Pucynox. Ponocnosnas cembn mammenTkn M. (2008 r. poxne-
Hus) ¢ cuaapomom Mmepcaynn—Ipecoeka.

Figure. The pedigree of a family of the patient M. (2008 year
of birth) with Imerslund-Grasbeck syndrome
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TpaHCY3UM OTMBITBIX 3PUTPOLMTOB) TIPU Merajoo-
JJaCTHOM XapaKTepe 3PUTPOUIHOTO POCTKA B ITyHKTATe
0Ka3aJuCh TIOBBIIIEHBI TOKa3aTean (POJIMEeBOM KHUCIIO-
ol (54,4 HMONb/), a BUTaMUHa B, B mpenenax Hop-
Mbl (211 mMonb/). B xome moBropHOro obciaenoBaHus
B 2,5 roma (Hb 88 r/m, ap. 2,2x10'% /1, MaKpouTo3, ru-
NepXpoMMsI) BIEPBbIE JIOKa3aH AeUUUT BUTaMUHA B,
(150 mmMonb/n), TpU HOPMAaJbHOM coaepXaHuu ¢do-
JINEBOM KMUCJIOTHI B KpoBU. C 3TOro MoMeHTa pebeHOK
HaXOAUTCS Ha TTOCTOSTHHOM 3aMeCTUTEbHON Teparnuu
BUTAMUHOM B, (BHYyTpUMBIIIEUHbIE MHBEKIMN LIMAHO-
kobanamuHa B 1o3e 200 MKT exenHeBHo). [Tocie Hauana
Tepany MaKCUMAaJIbHO Ha 7-€ CYTKU pa3BUIICS PETUKY-
smouuTtapHbiit Kpu3 (Ret 82%o0) ¢ HopManu3amueit moka-
sareneit kposu (Hb 106 r/m, ap. 2,75%10"/1, Ht 30%, B,,
649 nmonb/m). KpaTHOCTb BBeHeHUs OMpeNeIsiach
O/ KOHTPOJIEM aHalln3a KPOBHM, HA MOMEHT TOCTTATATN-
3allMd BHYTPUMBIIIEYHOE BBeJACHUE IIMaHOKOOATaMUHa
OCYIIECTBIISIIIOCH B 103¢ 250 MKT eXXKeMeCSIHO.

MukporeMaTypust BIiepBble ObLIa BBISIBJIEeHAa B BO3-
pacte 1 roma (ITPOBOAMIIOCH JieYeHUE MO TTOBOLY CUHE-
XU MaJibIX MOJOBBIX I'y0), B BO3pacTte 5 JIeT oOHapyxXeHa
MnpoTenuHypus (OMHOKpATHO 10 2,34 1/1 B yTpeHHe# Top-
1IMn), MUKporematypust (10 2—3 B roJjie 3peHusi). B Bo3-
pacte 7 JieT Mpoxoauiia oocieoBaHNe TI0 MECTY JKUTeIb-
CTBa, COCTOsSTHME pebeHKa paclieHeHO KaK HedhpomaTust
Ha (oHe HenubdepeHIIMPOBAHHONW TKaHEBOW muCIUIA-
3uu. BBIsIBIeHA COMyTCTBYIOIIAs MATOJOTHUSI — YacTUY-
Has aTpodusl 3pUTETHLHOTO HepBa, HapylleHWe OCAHKM.
ITo pesynbraTaMm 3KCKpETOPHOI yporpaduu IucTorpa-
(buu maToJOTUS OpraHOB MOYEBOI CHUCTEMBI Y JEBOYKHU
He Obla BbIsiBIeHa. [1o MecTy XXHUTeTbCcTBAa Ha3HAUYEH WH-
TMOMTOP aHTMOTEH3WHIIPEeBpaIlaomero GpepMeHTa -
TeJIbHO 0e3 MOJIOKUTEIbHOTO 3 deKTa.

IMauuneHTka HabMOMaETC O(PTATBLMOJIOTOM U HEBPO-
qgoroM. ITo pesyiabraTaM KOMITBIOTEPHOIM ToMoOTpaduu
TOJIOBHOTO MO3Ta OPTaHUYECKO MAaTOJIOTUU He BBISIBIIC-
HO. B cBsI131 ¢ oTCcTaBaHMEM B ICMXOMOTOPHOM Pa3BUTUU
JleBouKa o0yvyaeTcsl B ClelMaIM3UPOBAHHOMN 11IKOJIE.

IMpu mocTyrieHny B KIIMHUKY B BO3pacTe 8§ JIeT caMo-
YYBCTBUE OBIJIO YIOBICTBOPUTETbHBIM. DU3NdecKoe pas-
BUTHE COOTBETCTBOBAJIO Bo3pacTy (Macca Tena 30,5 Kr; uiu-
HaTena 126 cm; S = 1,1 M?). BeIsiBIeHO HapyIlieHre OCaHKH,
CYTYJIOCTb, TIJIOCKOBAJIbIYCHAsI YCTaHOBKA CTOM, MU y3-
Hasl MBIIIeYHas] TUTIOTOHUS, TOPU3OHTAIbHBI HMCTArM.
KoskHble TIOKpOBBI OJieqHBbIE, UCTOHUEHBI, TMOHWXKEHHON
BJIa’KHOCTHU M SJTACTUYHOCTH; MaJIbIBl PYK W HOT JJTMHHEIE,
TOHKME, TIPOOJIbHAst 60po3ayaTast MCUepYeHHOCTD; «JTaKH-
pOBaHHasl» TTOBEPXHOCTh HOTTEM, CIIOUCTOCTb U JIOMKOCTh
HOTITEBBIX IIACTUH, TOHKHE, PEIKWe BOJOCHL. biemHoCTh
CIIM3UCTHIX 000JIOUEK; TIepUo CMEHHOTO TIPUKYCa, TTOCTO-
STHHbBIE 3yObl «IIUTTOBUIHOMN» (hopMbl. JleBouKa TII0XO Tie-
PEHOCHUT KapKoe BpeMst Toa B CBSI3M C HapacTaHUEM CyXO-
CTH KOXHBIX TTOKPOBOB, COIMTPOBOXKAAIOIIEICS 3yIOM.

Ilpu odranbMoIorMUeCKOM O0OC/IEeTOBaHUM Jua-
THOCTMPOBAH JIBYCTOPOHHUWI LIEHTPaJIbHBIA OYaroBBIiA
XOPUOPETUHUT B PYOLIOBOI CTaJANU, YaCTUIHAST aTPOPUs

OPUINHAJIbHBIE CTATbU HACJIEACTBEHHbIE BOJIE3HU

3pPUTETLHBIX HEPBOB 000MX ITa3. B mcuxoHeBposiornye-
CKOM CTaTyce OTMEUYEeHBI CMeIlIaHHBIE CrenuduiecKue
paccTpoiCTBA TICMXOJIOTUYECKOTO Pa3BUTHSI, 3amepiKKa
TICUXWYECKOTO DAa3BUTHS, HapyllleHue Tpoiiecca ¢hop-
MUpPOBaHUs peuu U nucbma (oOliee Heaopa3BUTHE peUun
3-T0 ypOBHS, TU3apPTPUs, 3aMKaHUE JIETKOM CTETIeHN).

B knuHMueckoMm aHanuse KpoBU (3a00p KpOBU 4e-
pe3 7 mHel mocsie MHbeKIMN B ,) oOHAapyXeHbl aHeMUsl
serkoit crenenu Tsokectr (Hb 103 r/m, ap. 2,87x1012/7,
Ht 29,6%), runepperenepartopHas (Ret 19%o), tH-
nepxpomHass (MCH 35,9 nr), makpouwutapHass (MCV
103 ), cHuXeHWEe YPOBHSI TramnToryioouHa (MeHee
0,08 r/n), TIOBBIIIEHWE YPOBHS JIAKTATAETMIPOTEHA3BI
(264 E[ /7). Tokazateny ChIBOPOTOUHOTO Keje3a, TPaHC-
deppuHa, heppuTHHA, 00IIETO U HEMTPSIMOTO OUTMPYOrHA
0e3 oTKJIoOHeHM T oT HOpMbI. CoaepskaHue hoIMeBO KUC-
Jothl (17 HMob/1) 1 BuTamuHa B, (794 nMonb/1) B npe-
nemax HOpMBI. JIpyrMx M3MeHEeHWi B OMOXMMHMYECKOM
aHaJIM3e KPOBU, CIBUTA KUCJIOTHO-OCHOBHOTO COCTOSTHHSI
KPOBU, CHUXEHHUSI CKOPOCTU KITYOOUKOBOM (hUJIBTpaLINK,
M3MEHEHUI B MOKa3aTeJIsSIX TOPMOHOB IITUTOBUIHOM Kelte-
3BI, KOPTU30J1a, PeHWHA, TAPaTTOPMOHA HE BBISBIICHO.

[mcTHBIX MHBa3ui (ackapumo3, OMUCTOPXO3, TPH-
XWHEeJUIe3, 9XUHOKOKKO3, TOKCOKapo3) He 0O0HapyXkeHO.
B ob6miem aHanm3e MOYM OIpenessuiach TePCUCTUPYIO-
masi mpoTenHypust (cyrouyHast morepst 6enka 0,63 r/m?
B CYTKM), TJIIOKO3ypuH He ObU10. B 0011emM aHanunze Mmouu
MakCuMallbHasl TIpOTeuHypust nocruraia 3,73 1/1, MH-
HumanbHasg 0,3 1/, cyrouHas notepst 6enka 0,69 r/cyT
(0,63 t/m2 B cytkn). [ToceB MOYM (TPYZKIBI) OTPULIATETb-
HBII. DKCKpelus ¢ MoJoii Kaiblus 12 Mr/cyT, ¢hocdaros
0,2 r/cyt, okcanatoB 9 mMr/cyT, yparos 0,1 Mr/cyt.

[IpoBeneHHBIC WCCIEAOBAHUST TTOKA3al OTCYTCTBHE
aHTUTEN K TlapMeTaJlbHBIM KileTKaM M ¢pakrtopy Kacia
W He TOATBEPAMIN HAJIWYUS ayTOMMMYHHOTO TacTpUTa
Kak NpUYMHbl gedpuiura utamuHa B,. TTo nanHbIM ay-
JTUOMETPUN HapYIIEHUS CITyXa Y MAlMeHTKN He BBISIBICHO.

ITpu npoBeneHUU MOJEKYJISIPHO-TEHETUYECKOTO UC-
cinefpoBaHusl (mpsiMoe cekBeHupoBaHue 10 CaHrepy)
C Y4eTOM TIPOMCXOXICHUS HEBOYKM T€HETUYECKUI TTO-
WCK OBbUT OrpaHWYEH TOBTOPSIONIMMUCS MYTallUSIMU
B reHe CUBN, pacnpoctpaHeHHbIMM B DuHIsTHINN:
p.Pro1297Leu, ¢.1230+1G>A u p.Gly613fs. YkazaHHble
MYTalLlMU He BBISIBICHBI.

OOcyXxaeHue 1 3aKylo4yeHne

Hamu mpencraBieHO KIMHUIECKOe HAOTIONCHUE pell-
KOTO HacyelCcTBeHHOTo cuHapoMa Mmepcemynn—Ipecoeka
y IIEBOYKM § JIeT. 3a ToJIBeKa ¢ MOMEHTa TIepBOTO OIHCa-
Hus 3apeructpupoBaHo okoso 300 ciyyaeB, He y BcexX ma-
LIMEHTOB 3a00JIeBaHMEe TIPOTEKAET ¢ TIPOTEMHYPHE U He
BCEM TIPOBEIICHO MOJICKYIISIPHO-TEHETUIECKOE TIOATBEPXK-
nenue [1—13]. HaGmonaBiieMycst HaMu peOeHKY AUarHo3
ObIJT YCTAHOBJIEH HA OCHOBAHWUW KJIMHUKO-Tab0paTOPHBIX
NaHHBIX: COYETaHWE TPOTeMHYpun M B -medunmrHoi
aHEeMMH, CPOKU TIOSBJIEHUSI KOTOPBIX COOTBETCTBYIOT
cBeneHusiM siutepatypsl [1, 8, 15]. IIpoBomumasi 3ame-
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CTUTEJTbHAST Tepalusl IMaHOKOOAITaMIHOM TIpUBeJIa K o~
JIOXKWUTEIBHOW JIMHAMUKE MAacCOPOCTOBBIX ITapaMeTpOB,
VAYYIICHUIO TTOKa3aTeleil KpOBU, YMEHBIICHUIO TIpO-
TEWHYpPUH, YTO OTMEUEHO B Apyrux padotax [15, 16, 23].
Ha nanuuue mpotevHypuu Tpu cuHapome MiMepcayHa—
Ipecbeka ykazaHo ApyruMu aBTopamu [24—26].

ITo pesynsraTam oOcenoBaHMS y TTAIIMEHTKU HE Bbl-
SIBJICHO BPOXKIECHHOW aHOMaJMU OpraHOB MOYEBOM
CHCTEMBl U He@POTUYECKOro CcHHApoMma. MoueBoii
CHHIIPOM XapaKTepU30BaJICsd TIEPCUCTUPYIOINIEH MpOoTeu-
Hypueit. [TokazaHWii K TIpOBEIEHWIO OUOIICUM TIOYKHU
He BBISIBJIIEHO. B uTepaType OTCYTCTBYIOT KIMHUKO-JIa-
GopaTopHbIe JaHHbIE, CBUICTEILCTBYIOIINE OO0 WMMY-
HOKOMITJIEKCHOM U ayTOUMMYHHOM TJIOMepyJIoHedpuTe
npu cuHapome Umepcnynn—Ipecoeka [1, 2, 5].

CoracHO CBeIEHUSIM JINTEpaTyphl, MOKa3aTeIu Ke-
JIe30-KOMIUTEKCa Y TTAllMeHTOB YKa3bIBAIOT HAa OTCYTCTBUE
neduinTa Xejle3a B KpOBU U B TKAHEBOM JIeTT0. Y Halleit
MallMEHTKN CHIDKEHHBIM YpOBEHb TanTOrIOOMHA U TI0-
BBILIEHHBIM TMOKa3aTeb JIaKTaAeTUAPOreHa3bl MOXKHO
OOBSICHUTH BHYTPUCOCYIMCTBIM TE€MOJIM30M MaKpOILIU-
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