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Cunapom Jlonaxpio. Onucanue KJIMHHYECKOTO CJIydast H KPaTKHii 0030p
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Cunapom AoHaxblo (AenpexayHU3M) — peAKoe ayTOCOMHO-peLiecCUBHOe 3a00AeBaHue, aCCOLMMPOBAHHOE C MYTaLIMSIMK B reHe
peuentopa nHcyauHa (INSR). Yactota 3a6oreBaHns HenssecTHa. Kpome cuHapoma Aonaxbto, aepektbl INSR accounnposaHbl
€ cuHApomom PabcoHa—MeHAEHXO0AAQ M MHCYAMHOPE3UCTEHTHOCTbIO TuMa A. MeHOTUNUYECKN 3TU COCTOSIHUS PA3AMYAIOTCs MO
TSDKECTH KAMHMYECKNX NPOsIBA€HUH, BO3pacTy MaHuecTaumm u NporHosy.

AAsi NAUMEHTOB C CMHAPOMOM AOHaXbi0 XapakKTepHbl BbIPa)KEHHast MHCYAMHOPE3NCTEHTHOCTb, OTCYTCTBUE MOAKOXXHOW XKMPO-
BOW KAETHATKM, 3aAep)KKa pPOCTa, YyBEAMYEHME HAPYXXHbIX F€HUTaAUK, CTUrMbl Au3amOpuorenesa. lNaTorenernyeckas tepanus
otcytcryeT. [porHo3 KpaiiHe HeOAAroNpPUATHLIA: OOALIIMHCTBO NALMEHTOB NOrUOalOT B TEYEHME NEePBbIX ABYX A€T XKM3HM Ha
thoHe TshKerol rMNOTpodun U peunamBupylommnx MHgeKumin. AMarHoCTMKa OCHOBaHa Ha XapaKTePHOW KAMHUYECKOH KapTuHe,
3HA4YNTEAbHOM MOBbIIEHNHU YPOBHS MHCYyAMHA UM C-nenTuAa B KPOBM, a TaKXKe AAHHbIX MOAEKYASIPHO-TeHeTU4eCKOro UCCACAOBa-
Husi. PaHHsis reHeTYecKas Bepudukaums CMHApoma AOHaxblo He06X0AMMa AAst NpoBeAeHus AudepeHLIarbHO AMATHOCTUKK
C Apyrumu (hopmamm caxapHoro amadeta € BbIpaKeHHOW MHCYAUHOPE3UCTEHTHOCTLIO, BLIGOPA ONMTUMAALHOM TaKTUKN BEAEHMS!
Takux NaUUeHTOB, MEAUKO-T€HETUYECKOTO KOHCYAbTUPOBaHMUS, KaCalowerocs AaAbHelero NAaHMPOBaHUS CEMbMU.

lNpuBeAeHbl OCHOBHbIE AaHHbIE M0 3TUONATOreHe3y, KAMHMKO-Aab00paTOPHbIM XapaKTePpMCTUKaM, MPUHLIMNAM AUArHOCTUKMN U OC-
HOBaM BeAeHUs! NaLUMEeHTOB C CMHAPOMOM AoHaxbio. OnucaH nepsbiii B PO reHeTMyeckn NOATBEPKACHHbIH CAyHaii 3a00AeBaHus.

KalodyeBble croBa: nepmMaHeHTHbIA HEOHATaAbHbIA CaxapHbli AnabeT, cMHAPom AoHaxbio, AerpexayHusm, myTaumu B INSR, nHcy-
AMHOPE3UCTEHTHOCTb.
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Syndrome Donahue (leprechaunism) is a rare form of neonatal diabetes mellitus associated with INSR gene mutations.

There are three types of insulin resistance syndrome: Donohue syndrome, Rabson—Mendenhall syndrome and insulin resis-
tance type A. These syndromes are distinguished from one another by severity of symptoms, age of onset and age of death.
Donohue and Rabson—Mendenhall syndromes are associated with biallelic mutations in the a-subunit or/and B-subunit of INSR
gene and are characterized by more severe phenotype and poor prognosis. Patients with Donohue syndrome usually die within
the first two years of life. Life expectancy of patients with Rabson—Mendenhall syndrome is 5—15 years.

Most patients with insulin resistance type A have heterozygous mutations in the B-subunit and demonstrate mild phenotype.

Here, we describe the first genetically confirmed case of syndrome Donahue in the Russian Federation.
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CunnpoMm JloHaxpio (JIeIIpexayHU3M) OTHOCHTCS K
penkuM (opMaM HEOHATaJIbHOTO CaXapHOTO auabeTa
(HC), cBsizaHHOTO ¢ MyTallusiMU B T€HE pelenTopa
nHeyauHa (INSR) [1—3].

Kpome cunnpoma Jlonaxwlo, medextsl INSR accorm-
MpOBaHbI ¢ cMHAPOMOM PabcoHa—MeHaeHxosu1a 1 UHCY-
JIMTHOPE3UCTEHTHOCTHIO THMA A [3]. DEHOTUITMYECKH 3TH
COCTOSTHMSI PA3JIMIAIOTCS M0 TSDKECTH KITMHIYECKUX ITPO-
SIBJICHUI, BO3pacTy MaHM(peCTaIIN 1 IIPOTHO3Y.

Cungpomel JloHaxblo m PabcoHa—MeHnmeHxoma
CBSI3aHBl C OMAUICIbHBIMU MYyTallUSIMU B Q- W/WIA
B-cyonenmuuiiax INSR, xapakrepusyroTcsl TSKEJTbIM Te-
YyeHUEM M HeOJIaronpusgTHBIM ITporHo3oM [4]. TIpomon-
KUATEJIBHOCTh KMU3HHU Y TAIIUEHTOB ¢ CMHAPOMOM [loHa-
XBIO PEIKO TIPEBBIIIACT 2 TOa, Y AeTeil ¢ cCuHIpoMoM Pao6-
coHa—MeHaeHXoJ11a BapbupyeT B Ipeaenax S—15 aet [5].

MHCcyIMHOpPEe3NCTEHTHOCTh TUIA A CBsSI3aHa C reTe-
PO3BUTOTHBIMU MYTAIIASIMU B [3-CyOBEIMHUIIE WHCYIH-
HOBOTO pEIIEIITOpa M IPOSBIIsIeTCs 00JIee MATKUM he-
HotumnoM [4]. [IporHo3 3a6oaeBaHNs OIaTOTIPUSTHBIN.
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PeGeHok oT BTOpoii (h13M0JI0rnYecKoil 6epeMeHHO-
CTHU, CBOEBPEMEHHBIX POIOB, C HU3KMMHU BECO-POCTOBBI-
MM TToKa3aTeJIsIMi — TIpH poxkaeHnu Macca 2180 r (SDS
—3.,5), mmmHa tena 47 cM (SDS —2,0). bpak HeponcTBeH-
HBIIA, HACTICIICTBEHHOCTH 110 caxapHoMy mradety (CJ1) He
otsroneHa. CtapIimii pebeHOK B CEMbE 3I0POB.

C nepBBIX THEH KU3HU OTMEYajach HeAOCTaTOYHAS
ImprdaBKa MaccChHl Tesla Ha (DOHE ameKBaTHOTO KOpMITe-
HUS; ¢ 1,5 Mec — 3MM301bI TIIFOKO3YPUH TP HOPMaJTb-
HOM ypOBHE caxapa B KPOBHU.

B 4 Mec mpu 11aHOBOM OOCIIeHOBAaHWU BIICPBBIC
OblIa BbISIBIEHA TUIIEPIIMKEMUST 00 16—21 MMOJb/I.
[Ipu mocTyrieHNN pebeHKa B OTIeICHIE SHIOKPUHO-
JIOTUU TI0 MECTY XUTEJIbCTBA MMEIN MECTO BBIPAXKCH-
HBIN gedumT Maccsl Tena (3,5 kr, —5,7 SDS), pe3koe
HMCTOHYCHUE ITOOKOXHOM XMPOBOM KJIETIATKM, HEe3HA-
YUATEJIbHAS TUIMEPIIUTMEHTALUMS TMOAMBIIIEYHBIX BIIa-
IWH, 3aIepXKa IICHXOMOTOPHOTO Pa3BUTHUSI, CTUTMBI
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nucMopdoreHe3a (HU3KO MOCAXKEHHBIE YBEJIMYEHHBIS
VIIIHbIE PAKOBUHBI, ITUPOKUIL KOPEHb HOCA C BBIBEPHY-
TBIMM HO3IPSIMU, JIUHHBIA (DUIBTP, MUKPOTHATHUS).
[1pu nabopaTopHOM 0OCIEAOBAHUM: TTIOBBIIIICHUE YPOB-
Hs HbA, 1o 15,8% (Hopma <6,0%). YpoBeHb HHCY/IMHA
u C-nientua B 1e01oTe 3a001eBaHuUs HE ONIPEACISIUCE,
rokasaTelIu JUMMIHOTO 0OMeHa ObUIM B Mpejaenax pe-
¢depeHCHBIX 3HaYeHUi. JJaHHbIe 0 HAJTMUUY CUHIpPOMA
MababcopOLIMY, DK30KPUHHON HETOCTATOYHOCTH O -
JKEJTYIOUYHOM Xeye3bl, MOpoKaxX pa3BUTUSI BHYTPEHHUX
OpraHoB OTCYTCTBOBaJIU. Pa3zMephl eyeHU U cele3eHKU
COOTBETCTBOBAJIM BO3pPACTY.

Pebenky 6bu1 yctanosneH quarHod HCJl u o Bu-
TaJbHBIM NTOKa3aHUSIM OblIa HayaTa MHCYJIMHOTEpamus
1o 6a3rc-00JII0CHOM cXeMe B cTapToBoii no3e 1,0 en/kr/
CYT C MOCJICAYIOIIMM YBEJIWYECHHEM 03Bl 0 3 en/Kr/
cyt. Ha cdoHe nedyeHust coxpaHsiiach BbICOKAasl Bapua-
0EJIbHOCTD TJIMKEMUH C TTOCTIIPaHIMATIbHBIM ITOBBIIIIE-
HueM a0 15—20 mmoinb/n1. HecMoTpss Ha KOppeKLuio
SHTEPAIBHOTO NUTAaHUsI, TPYMEHEHHUE TTapeHTepaIbHO-
ro NUTaHus, pepMeHTAaTUBHYIO, UH(PY3MOHHYIO Tepa-
MU0, AeULIMT MacChl TejIa HapacTall.

Y4uteiBasg BBICOKYIO MMOTPEOHOCTh B 3aMECTUTEIb-
HOUW MHCYJIMHOTEpPAnMuU, OTCYTCTBUE ITOJAKOXHOM XKU-
pOBOM KJIETYaTKH, MPOrpPecCUPYIONIYI0 TUIOTPOMUIO,
XapaKTepHbIE CTUTMBI IM33MOpHUOTeHe3a, ObUT 3aMoI0-
3peH cuHIpOoM JloHaxklo.

JInst yTOYHEHUsI AMarHo3a pebeHKy B S-MeCSTUHOM
BO3pacTe ObLIO IPOBEIECHO MOJICKYJISIPHO-TeHEeTUYe-
CKO€ MCCJIeIOBaHuUeE.

[IpuMeHsiicss MeTon BBICOKOIIPOM3BOAUTEIHLHOTO
MapajjieIbHOTO CEKBEHUPOBAHUS C MCIIOJIb30BAaHUEM
texHosioruu lon Ampliseq («Life Technologies», CIIIA)
u paspaboranHoii B ®BI'Y DHII maHenn oluMroHykieo-
TUIOB, IPEeIHA3HAYEHHON /IS aHaIM3a 28 TEHOB, acco-
LIMUPOBAHHBIX C MOHOTeHHBIMU popmamu CII u Bpoxk-
JNEHHOI'O TUMepuHCcyJInHU3Ma. CeKBEHUPOBAHUE IIPO-
Bomunu Ha cekBeHaTope PGM Ion Torrent («Life
Technologies», CIIIA). Bce BbISIBIEHHBIE MyTalluUd
OBUIM MOATBEPXKIEHBI CeKBEHUPOBaHUEM 110 CaHTepy.

B 3k30He 3 reHa /NSR Obuta oOHapyKeHa TeTepo3u-
rotHas TpaH3uuusa C>T (¢.766C>T), npuBonsias K 3a-
MEHEe aprMHUMHA Ha LIMCTeMH B KomoHe 256 (p.R256C).
B sk30He 17 BhIsIBIIeHA reTepo3uroTHasi TpaHeBepcust G>T
B no3unu 3089 (¢.3089G>T), npuBomnsiiast K 3aMeHe KO-
JIOHOB IIMIIMHA Ha BajivH B rojioxkeHuu 1030 (p.G1030V).

B 6 Mec pebeHOK yMep OT BUPYCHO-0aKTepUaIbHOMN
WHGEKIUN, OCTOXHUBIICHCS MHEBMOHUEH U CETCU-
coM. [laHHbIe TTaTOMOP(OJIOTUYECKOTO MCCIIeIOBaHUS
aBTOpaM CTaTbU HEIOCTYITHBI.

Monekyaapro-eenemuueckue ucciedo8anus

I'enomuyio JJHK Beiensiiu mu3 mepudeprudeckux
JICMKOIIUTOB C HCIIOJIb30BaHMEM CTaHIAPTHBIX METO-
noB. CekBeHupoBaHue no CaHrepy NpoBOAWIINA Ha aB-
TomaTuueckom cekBeHaTope ABI Genetic Analyzer
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3130 («Applied Biosystems», CIIIA). 151 BBICOKOITPO-
M3BOAMTEILHOIO MapajuleIbHOTO CEKBEHUMPOBAHUS UC-
MoJb30Bajach OUOIMOTEKa aMIUIMKOHOB, IOJIydeHHas
B pe3yabTate myiabturiekcHoi I P ¢ ncrnonbs3oBaHu-
eM nmanenu Custom Ion AmpliSeq («Life Technologies»,
CIIA), BkiovaBlIei MpaiiMepsl IS aMIUTM(pUKaALIUN
28 TeHOB, aCCOLMUPOBAHHBIX C HACIEICTBEHHBIMU Ba-
puantamu CJI ¥ BpOXKIEHHOTO TUIIepUHCYIMHU3MA.

Oo6cyxaeHune

Cunapom JloHaxelo BriepBble onucaH B 1948 1. [1] u
B 1954 r. momyunt Ha3BaHuUe JienpexayHusM («leprechaun»
— rHoM) [2]. B 1979 r. noka3aHa cBsi3b CUHApPOMA C Ha-
pyIIeHUEM VHCYJIMHCBS3BIBAIONIE aKTMBHOCTU PElLIeTI-
tTopa uHcynuHa [6]. B 1993 r. H. Psiachou u coasr. [7]
BIIEpBbIE OMUCAI TOMO3UTOTHYIO HOHCEHC-MYTallUIO B
reHe INSR neBoYKM C JenpexayHU3MOM.

Penientop MHCYIMHA MpeACTaBISIET COOOM reTepo-
TEeTpaMep, COCTOSIIIUN M3 OBYX BHEKJIETOUYHBIX O- U
JIIBYX TpaHCMEMOpPaHHBIX B-CyObeqWHUII, CBSI3aHHBIX
IUCYIb(UIHBIMU MOCTUKAMU. N-KOHIIEBbIE JOMEHBI
0-CyObeAMHUL]  00pa3yloT  JIMTAHACBS3bIBAIOIIMIA
HeHTp. P-CyObenuHulia CONEePXKUT BHEKJETOUHBIA U
TpaHCMEMOpPAaHHBIM JTOMEH, a Takke BHYTPUKIETOY-
HYIO 4acTh, 00Janaollyl0 TUPO3UHKWHA3HON aKTUB-
HocThlO [8, 9].

CBs3bIBaHNME WHCYJIMHA C O-CYObeAMHUIICH TIPUBO-
AT K ayTodhocHopuInpoBaHUIO [3-CyObeIUHUIL U AaKTU-
BallMy TUPO3MHKMHA3HOTO IOMEHA, 3aIyCKAaloIIero Ka-
CKall BHYTPMKJIETOYHBIX peaKIil, oOecreurBaIoNInX
o6uosornyeckue 3¢pdextsl ropmoHa [10].

T'en peuentopa uHcyauHa (INSR) nokanu3oBaH Ha
KOPOTKOM Iuieue 19-i1 XxpoMOCOMBI U COCTOUT U3 22 3K~
30HOB [11]. ITepBbie 11 3K30HOB KOAMPYIOT O-CYOBEIN-
HULLY, TTocaenHue 11 3K30HOB — B-CyObeAMHULLY peLieT-
topa [11]. Myrtauuu B o-cyowenmunuiie INSR wyaie
BCTpEYaroTCs Y MAlIMEHTOB C CUHAPOMOM JloHaXblo, TOT-
Jla KaKk MyTaluu B B-cyObenuHulEe Oojiee XapaKTepHbI
JIJIS1 MAaMeHTOB ¢ cuHapoMoM PabcoHa—MeHaeHxoia
[12].

B 3aBucuMoCTH OT HapyleHUsT PYHKIIUM PELETITO-
pa mytauuu B reHe INSR nensarcs Ha S kinaccos [13, 14]:
1) MyTauuu, BBI3BIBAIOIIME YMEHbIIIEHWE OUOCUHTE3a
WHCYJIMHA ITyTeM CHIDKeHMs KonmdecTtBa MPHK u/mmm
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MOJaBJICHUsI ee TPaHCIAAUMUU; 2) MyTaluu, yXyIIlamo-
1I1e BHYTPUKJIETOYHBIA TPAHCIIOPT U TTOCTTPAHCISIIN-
OHHBII MPOIIECCUHT; 3) MyTalluu, MPUBOIASIINE K Ie-
(beKkTaM CBA3bIBAHUS MHCYJIUHA; 4) MyTallU, COTTPOBOXK-
JAIONINEeCcs] CHIDKEHUEM aKTMBHOCTU PELICIITOPHOI TH-
PO3MHKMHA3BI; 5) MyTalluU, YCKOPSIOLINE AeTpaJaliio
WHCYJIUHOBOTIO pellernTopa.

B HacTosiee Bpems ormcaHo okojio 130 myTaluii B
reHe INSR, cBsizaHHBIX ¢ cuHApoMoM JloHaxbio [15].
BoNBIIMHCTBO U3 HUX OTHOCSITCS K MUCCEHC-MYTally-
sIM, PeXe BCTPeYaloTCsl HOHCEHC-, CIUIaiCMHI-MyTa-
LU, AeJIelun U nHcepuu [12].

B Hamem ciiydyae ObLIM BBISIBJICHBI COYETaHHBIE
mucceHc-mytanuu p.R256C u p.G1030VB a- u -cyon-
eIMHUIIAX peLeNTOpa COOTBETCTBEHHO. MyTauus p.
R256C onucana paHee [16] u pacroyioxkeHa B JIUTaHI -
cBasbiBaonieM noMeHe INSR. 3aMeHa aMUHOKMCIOTHI
Ha 3TOM yJYacTKe IIPUBOIUT K TSIKEIBIM IeheKTaM CBsI-
3pIBaHMsI MHcyanHa. Mytauus p.G1030V paHee He
ObUIa omnucaHa, OJHAKO M3BECTHO, YTO aMHUHOKHUCIIOT-
HbIit octaTok G1030 yyacTtByeT B hOpMUPOBAHUN TUPO-
3MHKMHA3HOTO TOMEHa, KOHCEPBAaTUBHOTO Y OOJIBIIIMH-
CTBa BUIOB MJICKOMHUTAIOIIMX. MyTaluuu Ha JaHHOM
y4acTKe MPUBOMSAT K HapyIIEHUIO THUPO3MHKUHA3HOM
aKTUBHOCTHU peleITopa.

JnarHoctuka cunapoma JloHaxblo OCHOBaHa Ha Xa-
PaKTEPHOUN KIIMHUYECKOM KapTUHE, 3HAYUTEIILHOM 110~
BBIIIEHUM YPOBHSI MHCyJMHA U C-TlenTuna B KPOBH,
JaHHBIX MOJEKYISIPHO-TEeHETUYECKOTO OOCIeIOBaAHMS.
[loBbIlIeHUE YPOBHS INIMKMPOBAHHOI'O TeMOIJIOOMHA B
9TOM BO3pacTe MOXKET OBITb HEIOCTOBEPHBIM U3-3a
MPUCYTCTBUS (HEeTaTbHOTO reMOII001Ha.

KiuHudecky 1Sl MalMeHToB ¢ cMHApoMoM JloHa-
XbI0 XapaKTepHbl BbIpaXXeHHAasl TUIIEPUHCYJIMHEMUS,
acantosis nigricans, Tipe- U TIOCTHATAJIbHAS 3a[€PXKKa PO-
cTa, pe3Koe MCTOHYECHHE WJIM OTCYTCTBHE ITOIKOXHO-
>KUPOBOM KJIETYATKU, TUIIEPTPUX03, YBEIUICHIE TeHUTA-
JIUH Y MaTbUUKOB, KJIUTOPOMET IS /WU TTOJTMKUCTO3-
Hble SIMYHUKY Y JEBOYECK, CTUTMBI AM33MOpHUOreHe3a —
«IMLO 37bdra» (IIapoBUIHbBIC T1a3a, MUKPOTHATUS, HU3-
KO€ pacIoJIoXKeHVe U YBeJNYEHUE YIITHBIX PAKOBUH).

VY psina manueHTOB OMNHMCaHbI TUINepTpoduyecKas
Kapauomuonatusa [17—19], nponamnc mpsMon KMIITKU
[18], runepkanbmypus U HeppoKaabIHO3 [20].

W3MeHeHUs yrieBogHOro oOMeHa XapaKTepu3yloT-
¢Sl HapylIeHUEM ToJIepaHTHOCTH K yrieBoaaM unu CJI ¢
TUIIOIJIMKEMUE HaTOIAaK U BHICOKUM YPOBHEM IOCT-
npaHauadbHOU rukeMuu. Co BpeMeHeM pa3BUBaeTCs
MEepCUCTUPYIOIIAS TUIIEPIIUKEMUs CO CKIOHHOCTBIO K
3MM30JaM Ketoauuno3a. B otmnuue ot nunoarpodpuye-
ckoro CJI mist malyeHToB ¢ cMHApOMoM JloHaxbio He
XapaKTepHbI HapyIIeHWe JUIIUIHOTO OOMeHa U XKUPO-
Basg MH(WIbTpaLus neyeHu [21].

B Hamewm ciyyae oOpaiana Ha ceOs1 BHUMaHUE BbI-
pPaXeHHBIN Oe(UIIUT Macchl Tejla ¢ OTCYTCTBUEM I10JI0-
KUTEJIbHON TMHAMMWKM Ha (pOHE ageKBaTHOM KOppeK-
LIMY TTIUTaHUS U BBEICHUS BBICOKMX 03 MHCYJIMHA, YTO,
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Hapsiay ¢ (GeHOTUMNYECKUMHU OCOOCHHOCTSIMU, TTO3BO-
JIAJIO 3aII003PUTh AMarHo3. B To Xe BpeMs y marueHTa
OTCYTCTBOBAJIM XapaKTepHbIC IS TaHHOTO CHUHIPOMA
TMIIEPTPUXO03, YBEIMUYCHUE HAPYXHBIX TeHUTAINMI, TH-
nepTpoduyeckas KapaIuoMUONaTHsI, HE(PPOKaIbLIMHO3.
HapymieHust yriaieBomHoro ooMeHa IposiBIISIMCH ITOBbI-
IIEHWEeM KakK 0a3ajlbHOro, TakK M IOCTIPaHAMAIBHOIO
YPOBHEM TIIIMKeMMU. [MIIOrIMKEeMUM HATOIIAK, OIM-
CaHHbBIC Y MALIMEHTOB C JaHHBIM 3a00jicBaHKMEM, B Ha-
1IeM CJIydyae 3aperMCTPUPOBaHbI He ObLIN.

JuddepeHInaIbHBIA AUaTHO3 MOXET MPOBOAUTH-
cs ¢ popmamu numnoatpopudeckoro CI, B YaCTHOCTHU C
cunapoMoM bepapaunennu—Ceiina. BaxkHbIM quartHo-
CTUYECKMM KPUTEPUEM B 3TOM CIIydae SIBIISICTCSI OTCYT-
CTBME Y TaIIMEHTOB C CUHAPOMOM [lOHaXbIO TUIIEPTPH-
IJIMLEPUACMUM U KUPOBOM MHMPUIBTPALIUM [ICUCHU.

Jleuenue 3abosieBaHUSI B OOJBIIMHCTBE CJIydacB
cuMmroMaTnyeckoe. C 1e/Ibi0 KOMIIEHCALIUM YIJIEBOTHO-
ro oOMeHa OOBIYHO MCIIOJIB3YIOTCSI BHICOKME T03bI MH-
cymuHa. B 2013 r. R. Brown u coaBt. [22] moka3anu
YAYYIIEHUE TIIMKEMUYECKOTO KOHTPOJIS Y 5 TallMeHTOB
¢ cuHapoMoM PabcoHa—MeHaeHXomIa Mpu MOAKOX-
HOM BBEIEHMM PEKOMOMHAHTHOTIO YEJIOBEYECKOIO Me-
TWLIeNTUHA (METPEJICNITUH), TpUYEM B 2 cllydasix mpe-
rapat IpUMeHsUICs B TedeHue 10 sier.

YuuThIBasE TOMOJIOTMYHOE CTPOCHUE PELIENTOPOB
nHcyarHa 1 UDP-1, pagom aBropos [23—26] nipone-
MOHCTPMPOBAHO YJIy4dllIeHHE BECO-POCTOBBIX ITOKA3aTe-
Jeii, cHukenune yposHs HbA | v yBenmueHue nponon-
JKUTEIbHOCTH XKM3HU Y IMAIIUEHTOB ¢ CMHAPOMOM JloHa-
XblI0 TIPM NPUMEHEHUM peKoMOnHaHTHoro MPOP-1
(pUDP-1) Kak OTHEIBHO, TaK U B COYETAHUM C PEKOM-
ouHanTHEIM UDPCBE3 (pUPPCH3). Hanbonbiast Ha
CETOAHSIIIHUI JIeHb IPOJOJDKUTEIBHOCTh XM3HU Ha
done repanuu pUDP-1 (24 rona) Oblja onmyrcaHa SIOH-
cknumu aBTtopamu B 2013 1. [26]. OgHaKo JUIMTEIbHOE
HCIIOJIb30BaHME IIpernapara MOXET ObITh COMPSDKEHO ¢
PYICKOM pa3BUTHUS AMA0ETUYECKOM PETMHONATUY, IJ1ay-
KOMBI 1 HOBOOOPA30BaHMIA.

B HameM ciydae TSDKECTb COCTOSIHMSI ITallMeHTa
ObL1a 00yCIIOB/IEHA HapacTaolleii TMmoTpodueii, pe3u-
CTCHTHOM K TpaaulIMOHHOMY JieyeHu1o. HasHaueHue
WHCYJIMHOTEpaIUM 10 MHTCHCU(ULIMPOBAHHOM CXeMe B
no3e 10 3 e/Kr/CyT HECKOJbKO YIYUIIWIO ITUKeMUuJe-
CKUIi poduib MalMeHTa, HO He IOBJIMSIO Ha UCXO[
3a00JIeBaHUS.

3akAloueHue

OnucaHHBINA clydyail JEMOHCTUPYET OCOOEHHOCTHU
teueHus1 HCJI y mauueHTOB ¢ cCUMHApoMOM JloHaxblo.
TpynHocTH TUATHOCTUKU 3a00JieBaHUS U BEICHUS Ta-
KMX MallMeHTOB MOTYT OBbITh CBSI3aHbI C HU3KOI 4acTO-
TOW BCTPEYAEMOCTU MATOJOTMU, OOLIEH TSXKECThIO CO-
CTOSIHMSI TIallMeHTOB, OTCYTCTBHMEM IIpaKTUKU O0sI3a-
TEJILHOTO oOllpenesieHusl ypoBHelt C-rentupa u/vim
uHcyarHa B nedtote HCII.
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PanHssa renetnyeckasi Bepudukauus HeoOXoauma
s auddepeHIMalbHOM AUaTHOCTUKU € APYTUMU
dopmamu CJI, mpoTeKaloliero ¢ BhIpaxkeHHON MHCYJIN-
HOPE3UCTEHTHOCTHIO, BHIOOpPAa ONTMMAJIbHOM TaKTHUKU
BeJCHUs TALIMEHTOB M MEIMKO-TEHETUYECKOrO KOH-
CYJIBTUPOBAHMSI IO BOIIPOCAM JAJIbHEHIIETO IIAHUPO-
BaHUSI CEMbU.
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