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lpeacTasneHbl [aHHbIE JTATEPATYPbl O BPOXAEHHOM TUMEPUHCYUHUIME U
KIIMHUYECKOE HAOMI0feHNe NaumneHTa MyXckoro nona 1-ro mecsya XusHu ¢
TUNEPUHCYTTUHUSMOM Ha (hOHE runepTpoghum octposkos JlaHreprarca n COFS-
cungpomom. OOCYXAatoTCs reHETUHECKNE U KITUHNYECKME aCTIEKTbI OOME3HM,
71a60patopHble ¥ MOPEHOIOrUHECKNE UIMEHEHUS.

QHOOKPUHOMOrKA, runornukeMna, runepuHCcynuHnU3Mm, ru-
nepTpodus 0CTPOBKOB J1aHrepraHca, BpOXAEHHbIE NOPOKYU Pa3BUTUS, AETH.

poxaeHHbIi runepuacyauHu3M (BI'WU) otHocuTCs K Hacien-

CTBEHHBIM 3a00JIEBAHUSIM C TIPEUMYIIECTBEHHBIM ayTOCOMHO-
pPEleCCUBHBIM TUIIOM HACJIEIOBaHUS, OOYCIOBIEH TeHeTude-
ckuMU nedeKTaMM, XapaKTepu3yeTcsl M30BITOYHOU ceKperueit
WHCYNIMHA B-KiIeTkamu momkenynounoit xenesnl ([12XK) u aBms-
€TCSl OJHOU M3 OCHOBHBIX MPUYUH TSTKENBIX TTePCUCTUPYIONINX
TUTIOTJIMKEMMII B HeoHaTaJbHOM Tiepuone [1—4]. Psm aBTopoB
YKa3bIBalOT Ha BO3MOXHBIN ayTOCOMHO-IOMUHAHTHBIA BapyaHT
HacyenoBaHus [3].

Kpurepusmu nuarnosa BI'U asnstorcs:

* TIEPCUCTUPYIONINE HEKETOTUIECKNE TUTIOTIIMKEMUU C BbI-

COKOIf TIOTPEOHOCTHIO B AK30T€HHO BBOAMMON TIIOKO3€
(=8 Mr/KT/MMH) UTS TIOAIEPKAHWSI HOPMOTJIMKEMUN;

* YpOBeHb MHCYJNMHA a3Mbl >2,0 MEn/mit, a Takke HOp-
MaJTbHBIN WY TIOBBIIIIEHHBI! ypoBeHb C-Tientuaa (Ha hoHe
TUTIOTJINKEMUH) B OTCYTCTBHE TAaHHBIX 32 UHCYJTUHOMY;

* COXpaHHasl CEKpelrst KOHTPUHCYIISIPHBIX TOPMOHOB (TJTIO-
KaroH, KOpTrU30J, coMaToTporHbii ropmod — CTT);

* TUMEPIITMKeMUYECKUI OTBET TMpPU TIPOBENEHUM TIPOOKI C
[JIIOKaroHow [1, 2].

CorlacHO JaHHBIM JIUTEPATYpPhl, YacTOTa BCTPEUYaEMOCTHU
BI'M —1:30 000—1:50 000 HOBOpOXKIEHHBIX; IPU OJIU3KOPOICTBEH-
HBIX Opakax oHa yBeamumBaeTcs 10 1:2500 [1—3]. [To MmHeHMIO NC-
cienosareneit, mpuanHamu BI'U sBisiioTest neexTsl TeHOB, pery-
JIMPYIOIINUX BHYTPUKIIETOUHBIN METa0OIM3M TITIOKO3BI U CEKPELIUIO
uHcynuHa -xinerkamu [1XK (KCNJ11, ABCCS, GCK, GLUD1, INSR,
UCP2, HNF4o, HADH) [1-3]. Han6omee TsoKenblii BApUAHT TUTIC-
PUHCYJIMHU3MAa oTMevaeTcs TIpu MyTauusix reHoB KCNJ 11, ABCCS,
perynupytomux GyHKimio ATd-3aBUCUMBIX KaHAIOB [-KJIETOK.
Tucromornyecku ykazaHHBIN BapuaHT Xapakrepusyercs: muddys-
Hol 1 (W) oKaTbHOI TUTepIIa3ueil OCTPOBKOBBIX KJIETOK; B
OOJIBLIIMHCTBE ClTydaeB Heooxoaumo yaamutb [T2XK [3].

Ipu cranmaptaeix uccnenoBanusx (Y3U, komrmbioTepHast
Tomorpadpuss — KT, MarHUTHO-pe3oHaHCHAsT ToMorpacdus) MOp-

domnornyeckne m3menenust B [12K vacto He BU3yaTM3MpyroTCs.
K naunbonee mocroBepHbIM MeTOIaM BepUbUKAIIUU TUTIEPIUIa3UI
OCTPOBKOBBIX KJIETOK OTHOCSIT TIO3UTPOHHO-3MUCCUOHHYIO TOMO-
rpadputo (ITDT) u cenexkTuBHyIO Katerepusanuio cocymoB 12K c
onpeenieHreM ypoBHs MHCyInHa. OHAKO 9TW METOAVKYU B PyTUH-
HOU TpaKTUKe MCTONB3YIOTCS BeCbMa OTPaHUYEHHO (OTCYTCTBUE
uzotornoB mist [19T, HeBO3MOXKXHOCTh MHBAa3UBHOTO 3200pa KPOBU
Y HOBOPOXKIIEHHOTO0); rutiepdyHkius B-kiuetok [12K moaTsepxkna-
€TCsI TPEUMYIIIECTBEHHO JTa00PaTOPHBIMU MCCIEA0BAHUSIMU (OTIpe-
JeJIeHue TIMKeMUH, YPOBHSI MHCYJIMHA B TJ1a3Me KpoBn) [1, 2, 5].

OcHoBHble cpenctBa Jedenusi B[ — cenekTuBHbIE aroHu-
cTbl AT®-3aBUCUMBIX KaJTMEBbIX KAHAJIOB [3-KJIETOK (IMA30KCUI)
WJIY aHAJIOTU coMaTocTaTuHa (oKTpeotun). PaccmarpuBaercs Bo3-
MOXHOCTb BBEICHUSI TIIIOKArOHa MyTeM HeTIPephIBHOM MHQY31M C
HCTIONB30BAaHUEM TTOMITBI. BMecTe ¢ TeM, 110 TaHHBIM JIUTEPATYPHI
NOCTIKEHVE HOPMOTJIMKEMUU TIPU KOHCEPBATUBHOM JIEUEHUU
BO3MOXKHO TOJIBKO Y 50—60% mMalMeHToB, B OCTAIbHBIX CIIy4asix
TOKa3aHa CeJIeKTUBHAsI WIK CyOTOTalbHAs TTAaHKpeaTaKToMus |1,
2,4,5].

Llepebpookynodaino-cKeaeTHHII CUHIPOM (COFS-
CUHIPOM) OTHOCHUTCSI K opdaHHBIM 3a00JeBaHUSM; BIIEPBBIE
ornucal B 1974 1. S. Pena u M. Schokeir. [TonynsaimonHas yacto-
Ta ero HeM3BeCTHa, BCTPEYaeMOCTbh Yy JIUI] XKEHCKOTO U MYXKCKO-
TO TI0Jla OAHAKOBA. 3a0o0NeBaHUe XapaKTepu3yeTcsl ayTOCOMHO-
pEeLECCUBHBIM THUIIOM HACHEeNOBaHUS C TMPEUMYIIECTBEHHBIM
TopakeHneM MOo3ra, TJ1a3, JIniia U cKejera. B ocHoBe maronoruu —
mytanusi reHa FRCC6/CSB (10q11), xoTopasi CONpPOBOXIACT-
cs HapylueHueM dkcuum3uoHHoil penapanuu JHK mpu kpocc-
KOMIUIEMEHTapHOM oOMeHe [6—8]. Peanusaius reHeTHMYECKOro
nedexTa cCTapTyeT BHyTPUYTPOOHO, UTO MPUBOIUT K MHOXKECTBEH-
HBIM TIOPOKaM U aHOMAIMSIM Pa3BUTUSI K MOMEHTY POXKACHUS
pe6enka. CornacHo maHHbIM JutepaTypsl, a1 COFS-cunapoma
XapaKTepHBI: BHYTPUYTPOOHAst TUMTOTPOGUST; MBIIIIEYHAsT TUTIOTO-
HUST; TTOPOKU Pa3BUTHS LIEHTPATBHOUM HEPBHOM CUCTEMBI (MUKPO-
uedainus; areHe3ust MO30JIMCTOTO TeJia; TUITOTLIA3usI TUMTIOKaMIIa
U BEPXHUX TEMEHHBIX M3BWIWH; aTpodusi 3pUTETbHBIX HEPBOB;
MUKPOTUPUS 0a3UUISIPHBIX TIOBEPXHOCTEN); INIIeBble aHOMATTUU
(cemIOBUAHBIN HOC; CKOIIIEHHBIN J100; OOIbIINE HU3KO PACTIONO-
>KEHHBIE YIITHbIE PAKOBUHBI; MUKPOMTATHMUST; TUTIOTIIA3UST BEpX-
Heil YeNoCTH; PEeTPOTHATHS); aHOMAINK cKeseTa (KhOCKOINO03;
crubaTenbHble KOHTPAKTYPhl KPYITHBIX CYCTABOB; BBIBUX Ta300€1-
PEHHBIX CYCTaBOB MJIM JUCIUIA3Usl BEPTIY>KHOW BIAIUHBI; Y3KUU
Ta3); MOPOKU Pa3BUTHUSI BHYTPEHHUX OPraHOB (HanboJjee YacTo —
TOYeK M Cepjlia); oTcTaBaHue (HU3NIECKOTO U TICUXOMOTOPHOTO
passutus [6—8]. [Ipu COFS-cunapoMe oTMedaeTcst BBICOKAs Jie-
TaJTbHOCTh Ha 1-M TOMY XXU3HU BCJIEACTBUE PECTTMPATOPHBIX WH-
dexumii [6—8]. B mutepaTtype He HaiineHO MHMOPMALIUU O CBSI3U
COFS-cunapoma c runepriiazueii octpoBkoB JlaHnrepraHca.

[MpuBoAMM KIMHUYECKUH TIPUMED.

bBoavnoii . nocmynun 6 omodenenue namosoeuu Ho-

BOPOINCOEHHBIX U HedOHOwleHHbIX Oemell Kpachosapckoeo

Kpaego2o KAUHUYECK020 UeHmpa OXpaHvl MAmMepuHcmea u

demcmea 6 o3pacme 23 cym ¢ OUGHO30M: HEOHAMANbHbLIL

caxapHulii duabem, 3a0epicka 6HympuympoOHo2o pazeumusl

(3BYP) Il cmenenu no ducnaacmu4eckomy muny.

Pebenok poouncs 6 KposHopodcmeeHHOM Opake om

M0A00bIX podumeneli-HeHues (KOpeHHAas: HapOOHOCMb cese-

pa Poccuu), om 3-ii bepemennocmu (1-s bepemennocms —

desouka, 11 aem, ¢ maccoii mena npu poxcoenuu 2750 e,

300poea; 2-1 bepemeHHOCMb — 0€8OUKA ¢ MACCOU meaa npu

poycdenuu 1600 e, ymepaa 6 6ospacme 3 mec om Heycma-

HogaeHHOUl npuyunsl). Hacmosawasn 6epemenrnocms npome-

Kana Ha ghoHe XpoHuueckoll hemonaayeHmaproi Hedocma-
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MoYHOCMU, C Yep0o30il npedciespemMenHbiX
0006 6 35—36 Hed, NO30HUM 2eCmO30M ¢
37-ii Hedeau. Mamw Ha yueme 6 diceHCKOl
KoHcyavmauuu He cocmosaa, Y3U u 6uo-
XUumMuveckuil cKpuHuHe He npo8OOUNUCH,
nodpobro meuenue bepeMeHHOCU Heu3-
secmno. Podvl npu cpoxe eecmayuu 38—
39 ned ecmecmeenHbIM NYmMeM; POOUACA
ManbyuK ¢ oyenkoil no wikase Aneap 7—8
banrnos; macca meaa — 1570 e, dauna
mena — 42 cm, OKPYICHOCMb 204086l U
epyou — coomeemcemeento 33 u 25 cm (co
€106 podumeneii, peHOMUNUYECKAsL CXO-
Jcecms ¢ ymepuieil cecmpolit).

B poddome ¢ nepevix Omeil dcuzHu
omme4anucy HusKas npubaska maccol
mena, 6s1as peakyusi Ha OCMOMp, HU3-
Kas deueamenvHas aKmMu@HOCMb, He-
2poMK ULl caabwlil Kpuk, cyoghebpuibhas memnepamypa meaa
(37,0—37,5°C). YovLab maccol meaa cocmasuna Ha 5-e cym-
Ku 5,7%. Ipu obcaedosanuu 6 poddome enepsvie gbisigreHa
eunepenuxemus (>12 mmonv/n), umo nOCAYHCUAO NOBOOOM
K nepesody nauuenma 045 OdnvHeliuieeo 00cAe008aHUs 8
Llenmpanvuyro paiionnyro 6oavruyy (LIPB). B demckom om-
deaenuu L[PF no mecmy jcumenbcmea 6 aHanu3ax Kposu
do 3-HedenbHoe0 603pacma pecucmpupoganucy nogvlieHue
VPOBHS caxapa 8 Kposu ¢ MAKCUMANbHbIMU 3HAYEHUAMU 00
22,2 Mmonw/n (8 paznoe epems CYmokK) u enoKo3ypusi; npu-
3HAK08 Kemoayudosa (1a00pamopHbiX U KAUHUHECKUX) He
ommeueHo. Yuumoigas 3nu300bl eunepeauKemuu, nayueH-
my 6600UAU UHCYAUH KOPOMKO020 deticmeust (Xymyaur R) no
0,1-0,3 E0 npu yposne caxapa 6 kpoeu >11 mmonas/n. Ha
one neuenus 1a60pamopHulii KOHMPOLb BbIAGUA MeEHOeH-
YU K HOpMAAU3AUUY 2AUKeMULU U CHUJICeHUe NompeOHOCmU
6 uncyaune. Ilocae 20 cym dcuznu oO6HapysceHo CHUdICeHUe
YyposHs caxapa 6 ymperuue uacwl (6 6.00) do 2,4 mmonv/n
6 omcymcmeue mepanuu UHCYAUHOM.
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[nukemuns, Monb

Puc. 1. BHewwHui B1a naumeHTa 4.

s ymounenus duaenosa nayuenm
oOvLn HanpasaeH 6 Kpacrospckuil kpaesoii
KAUHUYeCKULl UeHmp OXPaHvl MAMepuH-
cmea u demcmea. I[lpu nocmynienuu @
omoeneHue namoAoUU  HOBOPOJICOCH-
HbIX 00pauieHo @HUMAaHue Ha caedyloujue
npobaemvl NAUUEHMA: BbIPANCCHHYIO 2U-
nompoguro (omcymcmeue HnOOKONCHO-
acupogoeo caos; macca mena — 1990 e;
npubaska 3a 23 cym — 480,0 &); crHuince-
HUe u3uonocuuecKUx pegaexcos; Mbi-
WeUHYI0 2UNOMOHUIO; MHOMICECIBEeHHble
cmuemvl  ducamopuocereza  (OAUHHbIE
uepHble JicecmKue 6040cbl 8 obaacmu
6on0cUCMOIl  Yacmu 204108bl; 0oabUIUe
ducnaacmuutvle HU3KOPACHOA0JICEHHbIE
VUIHble paKOBUHbL, pa3zpe3 ena3 baudice K
MOH20N0UOHOMY; Y3KUe eAa3Hble e
€e0108UOHbLIL HOC; 00ABULOL PO, 8bICOKOE HEOO; HU3KOe paC-
noaoxcenue NynKa; 6paxuoaKmuaus; HenpaguabHblil pocm
Hoemell Ha NAAbUAX BEPXHUX KOHEUHOCMell); U3MeHeHUs
Koxcu (CHudceHue mypeopa,; oup@ysHoe mMeaKoniacmun4a-
moe wieayuleHue; 2Upcymu3m); Y8eaudeHHblil HcUueom acied-
cmeue eunomonuu nepeduetl OprowHoll cmenku (puc. 1).

[leuens, cenesenia ne ygeauuensl. Ilpu ayckyrsmayuu
cepoya onpedensincs OyIOWULL CUCIOAUYECK UL WYM No npa-
60MY Kpaio epyOuHbl HA OoHe PUMMUUHBIX NPULAYUIEHHBIX
MOH08 cepoua; yacmoma cepoeyHbvix cokpaujenuit — 128 6
MUHYMY.

[Ipu nocmynaenuu yposens caxapa 6 Kpogu cocmagui
14,8 mmonnv/n, 6 cea3u ¢ uem 0OHOKPAMHO 66e0eH UHCYAUH
Kopomkoeo deticmeus (akmpanud) 0,1 E0. B nocaedyrouem
mepanus UHCYAUHOM He nposodunacs. Kpyeaocymounwiii mo-
HUMOPUHZ YPOBH caAXApa 8 KPogu 8 OMCymcmaeue uHseKyuii
UHCYAUHA OOHAPYICUA pe2yaspHble msdicevle aCUMnmoma-
muuecKkue eunoaukemuu (MUHUMANbHBLI YPOGEHb caxapa 6
kposu — 0,8 mmonnv/n); puc. 2.

3a nepuod eochumanusa-
yuu (3 Hed) pebenok noayuan
NnAaHo8ble GHYMPUBEHHbIE UH-
@ysuu  10% pacmeopa enro-
K03bl, 3HMepanvHoe (ppuco-
6om, (hpuconen, puconax)
U napeHmepanvHoe NUMAaHue
(unghezon). B meuenue ececo
nepuoda HabaO0eHUs Mpudicobl
ommeuanucy 3nu3o0vl  8bipa-
JIceHH0e0 becnokolicmaa, nose-
JeHUs MPAMOPHOCIU KOJICHO2O
NoKpo6a, Npu3HAKO8 napesa
Kuweunuka (830ymue JHcueo-
ma, omcymcmeue nepucmans-
muKu, cmyaa u 2asos) ¢ evloe-
AeHUueM no 30H0Y u3 Jcenyoka
00bULI0C0 KOoAUHeCcmBa 8030yXa
U MOAOHHOIL cmecu 6e3 npumecu
Jcenuu u 0yo0eHanbHo20 cooep-
JACUMO20 HA hoHe HOPMANbHBIX

0 T T T T
3 6 9 12 15
Bpewms, 4

Puc. 2. MIOHUTOPUMHT rnKeMI B TeHEHIUE CYTOK; CTPeNKamn 0603Ha4eHbl MUHUMAaNbHblE YPOBHM Caxapa B KpOBW

BPAY
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noxkazameneii  31eKmMpoAUMO8
Kpoeu, eaukemuu U Omcym-
CMBUsI BbIPAICCHHBIX NAMONO0-
2UUecKUx UaMeHeHuil Ha 0030p-
HOIl peHmeeHoepamme 0p2amHos
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oprowroti noaocmu. Cnedyem

OmMemumb, 4mo 6He NPUCHLY- 2050 -

n06 «nape3a KUWeHHuKa» cmyn

Obln peeynspHbiM, 0e3 0coOeH- . 2000 A

Hocmell; peGeHOK Ccamocmosi- <

MeAbHO AKMUGHO BbICACHIBAN E 1950 4

MONOYHYH) CMeCb 6 O0ANCHOM <

obseme, He cpvleusan. Oonako § 1900 -

npubasKa maccol meaa omcym-

cmeosana (puc. 3). 1850 -
Tlpu nabopamophbix uc-

CNe00BAHUSX BbISIGACHbI CHU- 1800 I

acenue yposns Hb do 75 o/
(nopma — 110—147 ¢/a), 3pu-
mpouumos — 0o 2,6 10%/n
(nopma — 3,5—4,5 +10%/n),
AHU30UUMO3, NOUKUAOUUMO3
U 2UNOXPOMUSL IPUMPOLUMOE,
4mo mpaKmoganoch Kak panHsas aHemus y pebeHka c euno-
mpochueil. Yposenov aeiikouumos u mpomooyumos 60 écex
ananuzax — 6 npedenax o3pacmuoii Hopmol. Hccaedosanue
AUNUOOSDAMMbL NOKA3AN0 CHUICEHIUE YPOBHS X0AeCmepUHa 00
0,9 mmonw/n (nopma — 1,6—4,9 mmons/n), umo, geposimmo,
00yCA061€HO HaCMbIMU 2UNOAUKEeMUAMU U UCHOAb308AHUEM
AUNUO0B 8 Kavecmae IHepeemu1ecko2o cyocmpama. Ypoeru
ANaHUHaAMUHOMpAancgepassl,  acnapmamamuHompancge-
pasvl, 6uaupybura, obueeo beaka, mpueiuyepudos, Kaius,
Hampusi, KemoHOBbIX meAa, MOYe80i KUCAOMbL 8 CblBOPOMKe
Kpogu 0cmaganuch HOpMAabHLIMU 8 MeUeHue 8ce2o0 nepuooa
Habardenus. Baxcro, ymo pH u eazoeuiii cocmaé kposu He
Obiau HapyuieHsl. JlonoanumensHo y pebenka obHapyiceHbl
noaoxcumenshvle anmumena kaacca G Kk yumomezanrogu-
pycy (LIMB), eupycy eepneca u mokconaasmo3y 8 8biCOKOM
mumpe (y Mmamepu — noA0JCUMENbHblE AHMUMENd KAACCO8
Mu Gk LIMB, kaacca G k eupycy eepneca u moKconaasmo-
3y 8 8bICOKOM mumpe).

Ha gone eunoeaukemuu uccaedo8anucs yposHu KOHMpPUH-
cynsaproix eopmonog: CTI — 113,4 ne/ma (nopma >10 ne/mn),

xopmuszona — 260 umoav/n (Hopma — 150—660 umons/n),
mupeompontoeo eopmona — 1,31 mkEd/ma (nHopma —
0,23—3,4 mxEd/mn) — namonoeuu He eviseneHo. Buecme ¢
mem 0OHapYJICeH CYUleCmEeHHO NOBbIUEHHbII YPOBEHb UHCY-
auna — 270 He/mA, 00BACHAROWULL IMUOA0UIO SUNOAUKEMUU.

B ananusax mouu kemonos He 0bL10, YOeAbHblIl Gec —
1002—1028; mpoexpamuo pecucmpupoganacy 2aHK03ypust
do 156,9 mmonnv/a (na gpore cmpyiiHoeo 88e0eHlsl 2NI0K03bL).

Tpumensnucoy uncmpymenmanwvhole Memoos. uccaedo-
eanus (maoba. 1).

B ob6caedosanuu nayuenma npunumanu yuacmue oky-
Aucm, eeHemuk, 0emcKuil 3HO0KpuHonoe (maoa. 2).

Ilpu nposedenuu 3amecmumensHoli mepanuu enoK030i
2NU300bL 2UNOAUKEMUU COXPAHANUCH C NPeJICHel Yacmomoti
(0o 5—7 paz 6 cymku) u cmenenvto gvipaxcennocmu (1,3—
2,0 mmons/n). Om danvHeiiueeo 006c1e008aHUA C peuleHUeM
6onpoca 0 nevenuu OUa30KCUOOM UAU AHAN020M COMAMO-
cmamuna pooumenu OMKA3aAUCy, U N0 HACMOSHUIO Mamepu
nayuenm 0vl1 nepegeder 045 0aAbHEUUIE20 BLIXANCUBAHUS 8
001bHULY NO Mecmy Jcumenbemaa 6 sospacme 1 mec 13 onelil.
Onepamueroe nevenue (cyomomanvnas pesexuus ILK) e
BbINOAHEHO U3-3a MANCECMU COCMOAHUsI pebeHKa (8bipa-
JCeHHas 2UuNompo@usi U CONYMCcmeyouds Namoao2us).

Ilocae nepesooda 6 1[Ph na 3-u cymku y pebenka noseu-
aucsy eunepmepmus do 39°C, esdymue scugoma, yxyouieHue

Meton
Y3W BHYTPEHHUX opra-

6-n 7-

i 8- 9-in 10-in11-n 12-113-i 14-i115-116-1 17-7 18-i119-120-1
[leHb rocnuTanuaauum

Puc. 3. [lnHamuka macchl Tenia 3a nepmof 06cneaoBaHus B KNUHUKe

annemuma 0o 0mKasa om eobl, AeUKOYUMO3 o c08U20M Aeli-
KOUUmapHoii (popmynvi 61e60 (8 KAUHUMECKOM AHAAU3E KPO-
6u). B eospacme 1 mec 16 oueii Ha pone nocmosuHoil ungy-
3uu 10% entoK 03l U COXPAHAROULCICS 2UNOAUKEMUL (YPOBEHD
caxapa 6 kposu — 2,9—4,6—1,3—0,6 mmonnv/n) npousouina
0CMAaHo8Ka cepoua; npu 0e3yCneuHoCmu peaHUMAayUOHHbIX
Meponpusimuil KOHCMAamupo8ana cmepms peGeHKa.

H3 npomokona namono2oaHamomMu4ecKo2o u eucmo-
A02UHECK020 UCCACO0BAHUSL: BbISBACHbL 2UNepMpodus U 2u-
nepnaazus ocmpoexoe Jlaneepearca 6o ecex doavkax ILK;

Tabnwnua 1
[puMeHeHHbIe METOAbI BU3yanu3aLuuu

3aknioyenue

MMnepTpodhus CTEHOK XXenyaka,

HOB «CUMMTOM TUNEPIXOreHHOro KNLeYHUKa»
Y3 nouek, I3meHeHnii He 06HapYXXeHO
HaZN04e4YHNKOB 1 MK

HelipocoHorpadus

KT ronosHoro mo3ra

PeH

OpraHoB rpyaHon

Jlerkas aunataums 60KOBbIX XXeNyA04KOB,
neTpudUKaThbl B NPOEKLMM FONIOBKM
XBOCTATOr0 /1pa U YeyeBuLIL0OPA3HbIX faep

[Mnonnasna mo3onucToro Tena

TreHorpacus MoBbILLIEHNE MHEBMATU3aLMIA NErOYHOI TKAHU,

B3JYTUWE JIErO4HbIX NOJIEi, HANpsHKeHne

KNeTkm MEXpe6epHbIX MPOMEXYTKOB, YMEPEHHOE
060raLleHne Nero4Horo pUcyHka
B MefnanbHbIX 30HaX, PaCLUNPEHNE TEHU
cepaua B nonepeyHuke (KTN - 56%).
Axokapamorpadus OTKpbITOE 0BaNIbHOE OKHO W OTKPbITBINA

apTepuanbHbIn NPOTOK B TUMNYHOM MeCTe

lpumeyanne. KT — kapanoTopakanbHbIA MHAEKC.

Tabnuua 2
KoHcynbTauum cneyuanucTtos

KoucynbTant 3akniouenue
Okynuet lMpu3Haku aTpoumn 3pUTENbHbIX HEPBOB
[eHeTnk COFS-c1HLPOM C 2yTOCOMHO-PELECCUBHBIM

[leTCckuin aHA0KpUHONOr

TUNOM HacneoBaHuA

BpoXXAeHHbIN rnepuHCYnnHN3m

8'2016



neueHb ¢ COXPAHHOU 2UCMOAPXUMEKMOHUKOU U MUKDPO-

cKonuveckuMy npusHakamu xosecmasa. Jlonoanumensno

00Hapyicenvl caredyroujue NPU3HAKU: NPOOYKMUBHbLI apax-

HOUOUM, paccmpoicmeo 2eMoOUHAMUKU U 2eMOPeon02Ul C

HepasHOMEPHbIM KPOBEHANOAHEHUeM GHYMPEHHUX OPeaH08

(npeumyujecmeennoe Marokpogue); eunepemus ¢ azpeauyi-

ell SPUMPOYUMO8 U BbIPAJICEHHBLI OMEK 8eUlecmaea 20106HO-

20 M03ea; cAabogvlpaicentvle Aelikocmassl 8 cocydax nee-

KUX U noYeK; UHMepCmuyuaibHole UsMeHeHus 8 NoYe4Holl

MKAaHU; aKyuOeHmanbHas mpanc@opmayus 6UN04K080ll

acenesvl [I—I111 cmaduu; amerekma3sol; OPOHXUOAOCNAZM U

MakpogazanbHulii ANb8e0AUM 8 NeKUX.

Pesyavmamut nabarodenus, 06caedosanus u nocmepm-

HOUI 2KCnepmu3sl n0380AUAU CHOPMYAUPOBAMb OCHOBHOLL

duaerno3: epojcdennas namonoeus II2K oceneswl ¢ eunep-

mpocgueil u eunepnaasueii ocmposekos Jlaneepearca; Heona-
manvHas eunozaukemusi (nepcucmupylowas, msaiceds)

Ha oHe opeaHuuecKkoeo 6apuaHma UNEPUHCYAUHUBMA;

0CN0JICHEHUE: 2UNOAUKeMUYeCKas KomMa;, COnymcmeayoujue

sabonesanusn: COFS-cundpom; namkpeamuueckas Heoo-

CMamoyHocms ¢ MPAH3UMOPHbIMU SNU300aMU OUHAMUYe-

cKoll KuueuHoti Henpoxooumocmu, 3BYP Il cmenenu no

ducnaacmu4eckomy muny.

[MepcucTtupyioiye TsKeable TUTTOKETOTUIECKUE TUTIOTINKE-
MWM C TIEPBBIX AHEH XU3HU, BBICOKAsI TOTPEOHOCTh B 9K30TEHHOM
TJIIOKO3€, HOPMaTbHBIM yPOBEHb KOHTPUHCYJISIPHBIX TOPMOHOB,
a Takke OoKa3aHHas TUMEPUHCYIUHEMUS MO3BOJIWIN Bepudu-
LMPOBaTh y JAHHOTO pebeHKa BPOXKIEHHBIN TMIIEPUHCYTUHU3M.
BeposiTHOIt mpuunHOi BpoxaeHHoW mnatojgorun [12K cruemy-
eT CUMTaTh reHeTudeckuii nedekr (He uckmouaercss KCNJ11 ¢
ayTOCOMHO-PELIECCUBHBIM HAcleOBaHMEM). DKCIPECCUBHOCTD
TaTOJIOTUIECKOTO TeHa B TAHHOM CJTydae MOIJa ObITh Mpeaorpe-
JieleHa KPOBHOPOJICTBEHHBIM (MHIIECTHBIM) POAUTEIHCKUM Opa-
KOM, TIPY KOTOPOM OCHOBHYIO OMTACHOCTb MPEACTABISIOT UMEHHO
ayTOCOMHO-PELIeCCUBHbBIE 3200IeBaHMSI.

JMCKYCCHOHHBIM OCTaeTcsl BOIPOC O caxapHOM aunabeTe ¢
BBICOKMMM 3HAYEHUSIMU TTIUKEMUHM, B CBSI3U C UM IMOTPeOOBATIOCH
Ha3zHAaYeHUe WHCYJIWHA B MepBble THU Xu3HU. COTIACHO TaHHBIM
JIUTePaTyphbl, pa3BUTHE TPAH3UTOPHOTO HEOHATAJIBHOTO AnabeTa
B OOJIBIIMHCTBE CIy4aeB 00ycaoBiIeHO MyTauueit B reHe KCNJ11
(reTepo3uroTHoe HOCUTENLCTBO) [3]. [pyrumM BeposSITHBIM Mexa-
HU3MOM Pa3BUTHUS TUMEPIIUKEMUH B TIEPBbIe THU XU3HU Y AaH-
HOTO pebeHKa, M0 HallleMy MHEHUIO, MOTJIO ObITh TPAaH3UTOPHOE
TIOBBIIIIEHNE CEKPETOPHON (PYHKIINU 0i-KJIETOK, KOTOPbIE COCTaB-
ns10T 15—20% 1yna ocTpOBKOBBIX KJIETOK U Ha oHe auddysHoit
TUnepTpoduu 1 runepria3u OCTPOBKOB JlaHTepraHca MOryT ce-
KpeTHPOBaTh N30BITOK TIIIOKATOHA, TTOBBIIIAIOIIETO YPOBEHD TITI0-
KO3bI B KPOBU; 9T K€ MEXaHU3MbI OOBSCHSIOT TUTIOXOJIECTEPU-
HEeMUIO, OOHAPYKEHHYIO y TTallMeHTa (JTUTMOJIUTUIEeCKOe IeliCTBIE
[JII0KaroHa).

DNU30/bI «ITape3a KUIIeYHNKa», HAOTI0IaBIIMeCs B CTAllMO-
Hape, BO3MOXHO, OBbLITY CBSI3aHbI C TPAH3UTOPHON TUHAMUYECKOM
KUIIEYHOU HEMPOXOAMMOCTbI0O Ha (hOHE BHEIIHECEKPETOPHOM
TMaHKpeaTuyeckol HeqoCcTaTOuHOCTU. B nurTepatype omnucaHo
yMeHbllleHre GyHKIIMOHUPYIOLIei 9K30KpuHHOM Maccel [12K mpu
9HIOKPUHHBIX MMaHKpearonatusx (Maes U.B., Kyuepsisrrit 10.A.,
2010). JdpyruMm MexaHM3MOM CHIDKEHUS (pepMeHTOOOpa3yollei
¢yakun 12K MoxeTr ObITh AucOalaHC TOPMOHOB, PEryJUpYO-
IMX MaHKpeaTniyeckylo cekpenuio. M3BecTHO, 4TO comaTocTa-
TUH (CEKPETUPYETCsT NeNbTa-KIeTKaM1) WHTUOUPYET BbIIEIeHME
TacTpUHA, CEKPEIUIO COMSTHON KUCTOTHI XKETyIKOM U TMOCTYIIIe-
HHUE MOHOB KaJblUsl B KJIETKM MaHKPEAaTUUYEeCKUX OCTPOBKOB, a
MaHKpeaTudeckuii monunentun (cekpetupyercss PP-xnetkamn)
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SIBJISIETCSI QHTATOHUCTOM XOJIEHMCTOKMHUHA. COTJIaCHO JTaHHBIM
JIUTEPATYPbl, COMATOCTATUH CHUXAET 0a3aJIbHyI0 W CTUMYJIUPO-
BaHHYIO MTAHKPeaTHUYeCcKyIo cekpelnio Ha 50% (mpsiMoe yrHeTar-
1ee AeiicTBYE U BCAEICTBUE MHTUOMPOBAHUSI XOIEIIMCTOKMHUHA)
[9, 10]. ['ttokaroH B MaJsbIX 103aX HapylIaeT BHIPAOOTKY TPUTICUHA
W JINTIa3bl, B OOJNBIINX KOHIIEHTpausIx — amuiassl [10, 11]. Pan
aBTOPOB YKa3bIBAIOT HA TO, YTO TJIIOKATOH MOXET UHUIIMUPOBAThH
pasButue atpodum I12K [11]. ITepeuncieHHbIe O0OCTOSITENIBCTBA
TO3BOJISIIOT 00CYXKIaTh B3aUMOCBSI3b Y HAIIIETO MalMeHTa TUTep-
MJ1a3UuM OCTPOBKOB JlaHrepraHca m MaHKpeaTMYeCKOW HemocTa-
TOYHOCTH C KJIMHUYECKUMMU TTPOSIBICHUSIMU.

BBumy orpaHMYeHHBIX BO3MOXHOCTEH KOHCEPBATUBHOTO U
OMEPAaTUBHOTO JIEYEHUS] eMUHCTBEHHBIM BO3MOXHBIM METOIOM
KOPPEKILINY TUTOTJIMKEMUN y pebeHKa ObLTM MOCTOSTHHBIE BHY-
TPUBEHHBbIE NOTALMU DK30T€HHOU TTIOKO3bl. CyIeCTBEHHO IO-
BBIIIIEHHBIN YPOBEHb NHCYIMHEMUN Ha (DOHE OPraHUIeCcKOTo Ba-
pUaHTa TUMIEPUHCYINHU3MA, a TaKXKe TsKesloe 00llee COCTOsTHIE
00yCIIOBUITN KPUTUUECKOE CHIKEHUE YPOBHS TTTIOKO3bI B KDOBU.

[IpencraBneHHOe KIMHUYECKOE HAOMIOACHUE TEMOHCTPUPYET
KIMHUYECKUE U TUATHOCTUUECKUE CIIOXXKHOCTH BEIEHUSI MalleH-
TOB C HEOHATAJTbHBIMY TUTIOTJIMKEMUSIMU, & TAKXKE TPYIHOCTU UX
Tepanuu.
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The paper gives the data available in the literature on congenital hyperinsulinism
and a clinical case of a male infant within the first 1 month of life with
hyperinsulinism in the presence of hypertrophy of the islets of Langerhans and
cerebro-oculo-facio-skeletal syndrome. It discusses the genetic and clinical
aspects of the disease and laboratory and morphological changes.
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