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B passumuu xpoHuueckoeo nankpeamuma 3a0eiicrmeosaHo MHOMecmeo
amuonozuteckux Pakmopos. B omnutue om 63pocnoti NonynsAyuU, 6 KOMopoLi
passumue 0anH020 3a0071e6aHUS HaUe CBA3bIBAION C ATKO20TIEM U KYPeHUeM,

6 neduampuu 0cob6oe HUMAHUe YOenAOM 2eHemu4ecKum npuuunam. Mymauuu
6 2enax CFTR, CIRC, SPINK1, CPA1 u PRSSI 3HauumenvHo yséenu4usaom
PUCK passumus XpoHu4ecko20 nankpeamuma. B cmamve paccmompen cyuail
HenpepoLeHO-PelUOUBUPYIOU4E20 XPOHUHECK020 NAHKPeAMUMA Y MATbYUKA
dessimu nem ¢ mymauueii 6 2eHe PRSSI, vis16871eHH0I npu nposedeHuu
MOTEKYNAPHO-2eHEMUUECKO20 UCCTIE00BAHUSL.
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Beepenne

Xpounyecknit mankpearut (XII) —
XpOHMYecKoe 3ab0JIeBaHe IOKe-
nymouHoli >xenessl (IDK) pasmanoit
9TUOJIOINH, TIPOTEKalolIiee C IOBTOP-
HBIMJ 9IM307aM} MapeHXJMaTOo3-
HOTO BOCIIJIeHVSI, TIPUBOASALIVNMU
K Heob6paTuMbIM MoOpdonornyec-
KIIM U3MEHEHISIM IIaPEHXUMBI I €€
3aMelleHNI0 GprOpPO3HOI TKaHBIO.
Dubporndeckas peopraHU3aL NI
TKaHJ IIOJKeNTyLOYHOI >Kele3sl
Croco6CTBYeT IMPOrpeccupyrIeMy
CHIVDKEHUIO ee 9K30KPVHHOI U 9H-
JOKPUHHOI (YHKLMU U MOXET CO-
HpPOBOXATbCs GOPMUPOBaAHMEM
KVCT, TICEBJOKIICT, CTPUKTYP, KOHK-
PEMEHTOB, 06CTPyKILMel IPOTOKO-
BOJI CHCTEMBI, COCYAUCTBIMI OCIOXK-
HeHVsIMHU, GOJIEBBIM CUHIPOMOM,

ManpHyTpuuneit. Kak ciegcrsue —
CHIDKEHME KayecTBa U IPOJO/IKU-
TEJIbHOCTI >KMU3HM [1].

K OCHOBHBIM 3THO/IOTNYECKUM TIPU-
yyHaM ¢popmuposann XII y B3poc-
JIBIX OTHOCAT YHOTpeO/ieHye anko-
TOJIsl U >KeTYHOKAMEHHYIO 007Ie3Hb
(OKKB) [1-4]. IIpn ankoronbHOM
nma"HkpeatuTe mosBpexjenme IDK
00YC/IOB/IEHO IUIIepceKpenyert Oen-
Ka allHapHBIMU K/lIeTKamu. B mpo-
TOKOBOJT CIICTeMe OeIKOBBIIT CEKPeT,
He cOAIaHCUPOBAHHDIN TUIEPIPO-
AyKLyeil BOAbl 1 OMKapOOHATOB,
HAKaIUIMBAETCs B MENKUX MPOTO-
Kax B Bufie 0€IKOBBIX IpeLNInTa-
TOB. BriocnepctBun Gpopmupyorcs
xoHKpeMeHTbI IDK ¢ oTnoxenmsamn
coneit Kanbuus. Ilogo6HbIe U3Me-
HEeHWs IPUBOJAT K Pa3BUTUIO UHT-

pa- 1 HepuAyKTaJbHOIO CKIEpO3a,
JIOKQJIBHBIX CTEHO30B 1 00Typaunnn
npotokos IIDK ¢ ogHOBpeMeHHOI
AMIaTanyel MIpOTOKOBON CHCTEMB.
Eme oguH ¢dakTop, y4acTBYHOLINIL
B [TaTOTeHe3e a/IKOTOIbHOTO IIaHKpe-
aTuTa, — M3MEHeHMe TOHyca CPUHK-
tepa Oppu. Cnasm counkrepa Op-
IV BBI3BIBAET BHYTPUIIPOTOKOBYIO
TUIIEPTEH3NIO, & pellaKcalus CIo-
COOCTBYeT pedIoKCy [yofeHaTbHO-
TO COfIEPKVMIMOTO JI BHYTPUIIPOTOKO-
BOJ aKTMBALMM IaHKpPeaTUIeCKUX
dbepmenTOB [2].

Kypeune — He3aBUCUMBIIL (GakTOp
nporpeccuposanud XII [4-6]. Xpo-
HIYeCKUI IMaHKPeATUT y KypALNUX
HabmofaeTcs B 1Ba pasa dalle, 4yeM
y HeKypsAumux. Puck passurusa sa-
60/eBaHMsI 3aBUCUT OT KOITNYECTBA
BBIKYpUBaeMbIX curaper (4, 7, 8]. Ky-
peHMe UCTOILIAeT 3arlachl BUTAMIHOB
Cn A, a TakKe CHIKaeT CBIBOPOTOY-
HBIIl ypOBEHb APYTYUX aHTUOKCHUJAH-
TOB, YTO IIPUBOANT K IOBPEKAEHINIO
TKaHU XeJle3bl CBOOOJHBIMY pajiy-
Kamamu [9].

Hepenko XII cTaHOBUTCA pe3ynb-
TaTOM [yOJleHOIIAaHKPeaTN4eCKOTOo
pedriokca, BO3HMKamoIIero Ha ¢o-
He pucpynkuuu counkrepa Opnu
n JXKKB, ocobeHHO mpu Hanu4umn
IyoleHa/NbHON runepreHsun. Iu-
nepreHsus B npotoke DK, cBasan-
Hag ¢ 0OCTpyKILMeil MPOTOKA MK
aMITy/Ibl TYO/IeHAaIbHOTO COCOYKa,
BIIOC/IE[ICTBUM IPUBOJIUT K Pa3pbIBY
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MeJIKMX IIaHKpeaTU4eCKUX MPOTO-
KOB, BBII€/ICHMIO CeKpeTa B IapeH-
XMMY >KeJIe3bl U aKTMBALNM INIIle-
BapuUTeNbHBIX pepMeHTOB. OOBIIHO
peunanBeL OGMIMAPHOTO TTaHKpeaTH-
Ta BO3HUKAIOT [P MUI'PAlVIX KOH-
KpPeMEHTOB pasMepoM [0 4 MM.
Hanu4une B >keTYHOM Iy3bIpe KOH-
KpeMeHTOB MeHee 5 MM B JyuaMeTpe
YBEINYMBAET PUCK Pa3BUTHA IIaHK-
pearuTta B 4eThipe pasa [10].
BoIcokmil puck aHKpeaTuTa HabIIo-
IaeTcs HpU IOBBINIEHUM YPOBHA
Tpurnnuepunos 6omee 500 mr/m.
Mexanusm passutus XII o0ycnos-
JIeH TOKCUYeCKVM BO3JIe/ICTBMEM Ha
TKaHb [IDK BBICOKMX KOHIJeHTpanuit
CBOOOIHBIX KMPHBIX KUCIOT, KOTO-
pble He MOTYT OBITb IIOJTHOCTBIO CBS-
3aHbI CBIBOPOTOYHBIMI a/IbOYMIHA-
MU B I/Ia3Me Kposu [2].
XpoHMYECKNT MaHKpeaTuUT
y 12% manueHToB ¢ NEPBUYHBIM I'M-
HepIaparpeo3oM 06yCIOB/IeH TPaB-
MAaTIYeCKIM IOBPEX/eHIeM JKele3bl
u3-3a runepkaabiyemun [11, 12].
Caxapublit gnaber 1-ro un 2-ro Tu-
[IOB CIY)KUT He3aBUCUMBIM (aKTo-
POM pucCKa pa3BUTHs HAaHKpeaTUTa.
B cBow ouepenb caxapHblil auaber
3-ro Tuna (maHKpeaTOreHHBIN) MO-
KeT O0bITh cnenctBueM XII. CBsA3b
mMexay XII u caxapubiM auabeTom
3-ro tuma oOyc/lOB/IeHa [eCTPYK-
nuer ocTpoBKOB JlaHrepraHca Ha
(hoHe IpOrpeccUpyOLINX BOCHIAIN-
Te/IbHBIX M3MeHeHull B TKanu IDK.
Taxye M3MeHeHMsI BIEKYT 3a coO0i1
CHIDKEHMe NPOAYKIUU VHCYINHA,
COMAaTOCTATMHA, ITIIOKATOHa, a CIle-
IOBaTeNbHO, pa3BuTye fuabera [13].
IIpwuynnamn passutua XII moryt
ObITb BupycHas nMHbeknus (rema-
tut B, Bupycel rpumma, Kokcaku
U [ip.), AJIATEIbHBI IIpUeM JIeKapCT-
BEHHBIX CPeICTB (IJIIOKOKOPTUKOCTe-
POVJIOB, HECTEPOVUJHBIX IIPOTHBOBOC-
HaJINTEIbHBIX NIPENaparoB, LUTOCTa-
TUKOB, 9CTPOTE€HOB), HapylleHue
KpoBoobpaienus u TpaBmbl IDK.
AyTOMMMYHHas STHOJIOTUA MAaHKpe-
atuTa - penkas popma XpOHIIECKUX
3abonesannmit IDK. 910 cucremuoe
BOCIIA/INTE/IbHOE 3ab0/IeBaHle, Ipu
xotopoM IDK saBnsercs ogHuUM u3
OpraHoB-MullleHell. BriepBbie ayTo-
MMMYHHBII TAaHKPeaTUT ObIT OMCaH
B 1961 1. [14].

B xpymHom nccnenosaruu K. Yoshida
u coaBT. [15] ¢ ysactuem 731 mauu-

facTposHTeponorua. No 1
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Benok - mpogyKT reHa KonmuecrBo 3aboneBanue
3K30HOB HacCneTOBaHUA

CFTR MyKoBMCIIIO3HBII MyxoBucnnjos
TPaHCMeMOPaHHBII PEry/LATOP
MIPOBOAMMOCTH
CTRC Xumorpuncun C 8 HacnencrBenHbli
TIaHKPeaTuT
SPINK1  ITaHKpeaTndecKuii 4
CEeKPETOPHBII MHTUOUTOP
TpurcuHa 1
CPAl Kap6okcnnenTupasa Al 10
PRSS1 Tpuncunores 1 5

€HTa Yy MYXXYMH ayTOMMMYHHBIN
HNaHKPEeATUT BCTPeYasICcs dalle, 4eM
y KeHIIVH (2:1). Y manmeHTosB ¢ mo-
mospeHneM Ha KapumHomy IDK, mo-
JTYYUBIINX ONEPAaTMBHOE JIeYeHMe,
B 50% ciry4yaeB IUCTOMOTMYECKY IOJI-
TBEPANJICA AMArHO3 Ay TOMMMYHHOTO
maHkpearnta [16]. IIpu ob6cnemoBa-
HIY MAIVIEHTOB BBIABJIEH ITOBbIIIEH-
HBIJI YPOBeHb MMMYHOITIOOYIMHA
(Ig) G (3a cuet dppaxuyn IgG4), y He-
3HAYUTETbHOIO KONMMYeCTBa MaljieH-
TOB OOHAPY’KEHBI AHTUTEIA K JIAKTO-
¢deppuny u kapboanruppase. Takue
aHTNTesNIA IPU ayTOVMMYHHOM IIaH-
KpeaTuTe BbIABIAITCA PENKo, IO-
3TOMY OHM He OTHOCATCH K aKTyaslb-
HBIM IMaTHOCTMYECKMM KPUTEPUAM.
B cBoI0 04Yepenb OBbIIIEHNE YPOBHS
IgG4-anTHTENn OTMEYANOCh IPUMEP-
HO ¥ 50% ManyueHToB C IOJ03PEHN-
€M Ha IaHKpeaTUT ayTOMMMYHHOI
stuonorun. Ilpm rucronornyeckom
MICCTIEIOBAHUY Ay TOMMMYHHBII ITaH-
KpeaTUT XapaKTepU3yeTcs MIOTHOM
HepUAYKTaNbHON nuMQOoIIasmo-
LUTAPHON MHUIbTPALINEI C sBTIe-
HusIMH o6nurepupykoiero ¢rebu-
Ta U HepUAYKTAIbHBIM (PuOpo3oM
(1-31 TMII ayTOMMMYHHOTO MaHKpea-
THUTA) VIU TPAHYIOLUTAPHBIM HOB-
pexpenuem snutenus (GELs) B IDK
U CXOXXUM IIOBpPEXJIeHIEM APYTUX
OpraHoB (2-J1 TUII ayTOMMMYHHOTO
naHkpeaTnta) [17]. AyTOMMMYHHBbII
IIAHKpeaTUT 2-TO TUIAa MaHU(eCTn-
pyeT IpeuMyILeCTBEHHO Y >KeHIIVH,
acCOIUMPOBAH C BOCHATUTETbHBIMI
3a00/IeBaHMAMY KUIICYHUKA U Pef-
KO UMeeT pelUAuBUpyIolee Teye-
Hue. A 9TOro TUNa ayTOMMMYH-
HOTO IIaHKpeaTUTa He XapaKTepHO
nosbieHne IgG4-aHTUTEN B CHIBO-
potke kposu [17].

JIMarHocTukKa ayTOMMMYHHOTO IIaH-
KpeaTuTa OCHOBAaHA Ha KPUTEPUAX
HiSORT. Peub umeT o0 rucToOIOTIMYEC-
KX, CePOJIOTMYECKNX KPUTEPUAX,
ayTOMMMYHHOM IOP@XEHUY IPYTUX
OPTaHOB U CHUCTEM M OTBETE Ha CTe-
poupHyto Tepamuio [18, 19].

B Hacrosimee Bpems Bce Gonblue
BHIUMAaHMA YAeAeTCs M3YIEeHNIO Te-
HeTN4eCKNX GaKTOPOB — TPUITEPOB
xpoHndeckoro Bocmanenusa IDK.
K OCHOBHBIM TeHaM, MyTalMu B KO-
TOPBIX IIPUBOAAT K HOPMIPOBAHIIO
XII, moxxao otnectu CFTR, PRSS1,
SPINK1, CTRC n CPA1 [20-25]. O6-
masg XapaKTepUCTUKa IPOTeCTUPO-
BaHHbIX TEHOB MPEfCTaB/IeHa B Tab-
e [26]. MyTauum B yKa3aHHBIX
TeHaX CYIeCTBEHHO YBEeINYNBAIOT
puck paszsutua XII.

Ten PRSS1 obecneumBaer CUHTE3
TPUIICMHOTeHa 1, Ha O/ KOTOPO-
TO B COCTaBe 00IIero TPUIICMHOTEHA
IDXK mpuxonurcs 2/3. MyTaunn B re-
He PRSS1 npuBopaT k passutuio XII
C ayTOCOMHO-IOMVHAHTHBIM TUIIOM
HacnemoBauus [27, 28]. Ten PRSS1
o0ajjaeT HEIOMHOI ITeHeTPAHTHOC-
ThI0 — OKOno 80%. DTO O3Hayaer,
4YTO npuMepHO y 20% mroperi, Hecy-
mYX natoreHHyo myrauuio PRSSI,
3abojeBaHMe KIMHNIECKN He IpPO-
ABJIACTCA, BEPOATHO U3-3a HAMNYIUA
MOIOTHUTENbHBIX TE€HETUYECKUX
($HaKTOpOB, B TOM YJC/IE VIMEIOLINX
IPOTEKTUBHOE 3HAueHNe, B JPYTUX
reHax, BIMAIOIUX Ha pabory ITDK.
K Hambosnee 9acTbIM U TOBTOPSIIO-
mumcsa Mytanusam resa PRSS1 or-
HocsaTcsa Argl22His (c.365G>A),
Argl22Cys (c.364C>T), Asn291Ile
(c.86A>T), Asn29Thr (c.86A>C),
Argl16Cys (c.346C>T), Alal6Val
(c.47C>T) n Glu79Lys (c.235G>A).

AyTOCOMHO-
PpelecCUBHBII

AyTOCOMHO-
IOMVHAHTHBIN
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TpurncuHoren ABIAETCA KITIOYEBOIT
MOJIEKY/ION B IaTOTeHe3e MaHKpea-
tnta. JJo 66% MaeHToB C HAaCIeMC-
TBEHHBIM IaHKPEATUTOM MMeEIT
myTanuio B rene PRSS1. Pacnpo-
CTPaHEHHOCTb HAaCHIE[CTBEHHOTO
ITAaHKpeaTNTa COCTAB/IAET B CPeTHEM
0,3:100 000 [27-29].

Cnenyer OTMETUTD, UTO [T Pa3BU-
TUA MaHKpeaTuTa HeJOCTaTOYHO Te-
HETUYECKOI IPeApPacIoNOXeHHOC-
ti. HeobxopuM MHUIMMPYOIINI
BHelHMit pakTop (3moymorpebie-
HIIe aJIKOTO/TeM, Hajmidiie 61apHoi
[IATOJIOTMN U IP.), CIIOCOOCTBY O
MaHudecranyy 3a60/1eBaHMsL.

I'en SPINKI1 kopgupyer MHr1OUTOP
tTpuncuHa. Ousnonornyeckas posnb
HaHHOTO OenKa CBOAUTCA K Ipe-
HOTBPAIleHNIO KaTaNN3MPYeMOTO
TPUIICMHOM IIpoliecca aKTUBAIUN
sumoreHoB B IIDK. Myrauun B rene
SPINK1 y nanueHToB C UAMONATU-
YeCKMM U HacC/IeJ[CTBEHHBIM TaHK-
peaTuToM MPUBOJAT K YBETNIEHNIO
akTuBHOCTM TpurncuHa B IDK. Tak
3aIycKaeTCs MaTOoNIOoTnYecKnii BoC-
TIaUTENbHBIN IPOILecC B TapeHXuMe
oprana. JIna SPINKI1-acconunpo-
BAaHHOTO IaHKpeaTHTa XapaKTepeH
ayTOCOMHO-JOMUHAHTHBIN TUII Ha-
CIIeJOBaHMS.

K gactpiM myTannam reHa SPINK1
otHOCAT Asn34Ser (mo 13% 601b-
HbIX), Leul4Arg u c.194+2T>C.
IlepBas n3 mpencTaBIeHHBIX MYyTa-
it (Asn34Ser) mocTaTo4HO pac-
IpoCTpaHeHa B Mupe, 0CO6eHHO
B IOKHOA3MATCKUX MOMY/IALVAX, ITe
ee yactoTa gocturaet 2%. B memom
myTauuu B rene SPINK1 BcTpeyaroT-
cs1y 30% nanueHToB ¢ uauonaTniec-
KIM XpPOHUYECKMM MaHKpPeaTUTOM
¥ TOTIBKO Y 1-2% 06111eit momysimm
(30, 31].

Y 25-30% manmueHTOB C UAMOIATH-
yeckuM XII BpIABnsAeTCA rerepo-
3UTOTHOE HOCUTENbCTBO MYTAaLUN
B rede CFTR. Ten CFTR xopmpyer
MYKOBUCLM/IO3HBII TpaHCMeMO6-
PaHHBIN perynaTop NpOBOAMMOCTHI
u obecreurBaet paboTy XJIOPHOTO
KaHa/la CIM3e00pasyoumx xXees,
IIOCPEACTBOM KOTOPOTO MPOUC-
XOUT TPAHCIOPT MOHOB HAaTpPUA
U XJIopa Yepes KJIeTOYHYI0 MeMbpa-
Hy. B xmaccuueckom Bapuanre (pu
Hanmyuy mytanuit CFTR B romosn-
TOTHOJ /M KOMITAYHJ-T€TepO3NUTOT-
HOJ popMe) TaTOreHHbIe I3SMEHEHM s

TAHHOTO TeHa IPUBOJAT K PasBUTHIO
HaC/IeJCTBEHHOTO ayTOCOMHO-pe-
IIeCCYBHOTO 3a60/IeBaHMA MYKOBIC-
nuposa. OfHAKO reTepo3UToTHOE
HocurenbcTBo MyTauuit CFIR cun-
TaeTcA TeHeTUYecKMM (GaKTOpoM
pMCKa pasBUTUA IMIIOPEPMEHTHOIO
naHkpeatuta [23].

IpyruM reHeTH4eckuM (GpakTopoMm
passutua XII cryxar usmeHe-
Hua reHa CTRC. Ilepsbie maHHBIE
o myranusax B CTRC nosasunmuch
B 2008 1. [32]. CerogHsa uU3BeCTHO,
yTo red CTRC xofupyeT XuMoTpuI-
cue C, ¢usmonornyeckas poib Ko-
TOPOTO 3aK/II0YAETCS B MHTPAlaHK-
peaTuyecKoli erpajaliuy TPUIICHHA
U TPUIICMHOTeHa. MyTaluy B reHe
CTRC Hapy1maoT 67I0KMPOBKY Ypes-
MEpPHOM MHTpalaHKpeaTU4ecKo
aKTMBAIUM TPUIICHHA C TIOMOIIbHIO
xumotpunicuHa C. MyTauuu B reHe
CTRC BorasnsAwTca y 3,3% nanyeH-
TOB C MVIOIATIYECKUM ITaHKpeaTH-
ToM [32, 33].

B 2013 r. 6bla ycTaHOBIEHA elne
OflHA TeHeTMYecKas MpUYMHA MaH-
KpeaTuTa — IaTOTeHHbIe BapMaHTHI
rera CPAL. Ten xonmpyeT BbIpaboT-
Ky ¢epMeHTa KapOOKCUIENTHIA3HI
Al. IloxasaHo, 4TO (PYyHKIIVOHAJIb-
HO 3HauMMble BapuaHThl reHa CPAl
B TeTE€PO3UTOTHOI PopMe CyIecT-
BEHHO YBEIMYMBAOT PUCK Pa3BU-
s XII. OTHOCUTENBHBIN PUCK €ero
PasBUTHA B TPYIIIIE NALVEHTOB C Ma-
HudecTalyeil [0 AeCATH JeT 0COo-
6eHHO BBICOK — 84. CumTaeTcs, 4TO
myTanyu B reHe CPA1 BenyT K Ha-
pylIeHNo GYHKIMN 9HIOIIa3MaTH -
YeCKOTo peTukKynayma B KneTkax ITDK
U 3aIpOrpaMMUPOBAHHON I1benn
aIlTHapHbIX KJIETOK [34].

Knunnueckuin cnyvait

[TarueHT 9 NeT C HeNpepbIBHO-peL -
puBupyrowumM XII, y koToporo npu
IPOBEIeHUN MOJIEKY/IAPHO-TeHeTH-
YeCKOTO JICCTe[0BAaHNA BbIABIEHA
MyTanus B rene PRSS1.

Anamne3 xusHu. Pe6eHOK OT BTOpOIL
¢dusmonornyeckn mpoTekaniert Oe-
PEMEHHOCTH, BTOPBIX €CTeCTBEHHBIX
CpOYHBIX ponoB. Macca nipu poxxpe-
Hun - 5300 1, iyimHa - 51 cm. IpygHoe
BCKapM/IMBaHNE JI0 LIeCTU MeCAIEB,
3aTeM — ICKycCTBeHHoe. PanHee pas-
BuTHE 6e3 0cOOeHHOCTelL, Y Crerua-
JICTOB Ha AMCIAHCEPHOM ydeTe He
COCTOS/L.

Anamnes 3abonesanus. Brepsble 3a-
6oren B Bo3pacTe 5 JIeT: KanmoObl Ha
PBOTY, AMapero K0 LIeCTH pas B CyT-
KIf, TIOBBbIIIEHNE TeMIIePaTyPHl [0
cy6debpunpubix 1udp. V3 snupe-
MMOJIOTYECKOTO aHAMHEe3a U3BeCT-
HO, 4TO pebeHOK Bble3xa B FO)KHbII
demepanbHbIl OKPYTL, YHOTPeOIAn
B IUINY cblpoe depMepcKoe MOIO-
Ko. IIpu obcnenoBannu nHpeKIU-
OHMCTOM WCKJIIOUEHbl BUPYCHBIE
renatutsl A, B, C, 6axTepuanbHble
KuileyHsle MHPpeknuu (canbmo-
HejIes, mureies, suepuxnos). Ha
(oHE CMIITOMATIYECKOTO JIeUEeHIsI
(aHTanuUBL, GepMEHTDI) OTMeYaIach
IIOJIOXKUTE/NIbHAs JUHAMIKA, OJHAKO
yepes MeCsl BHOBb BO3HMK SIIM30[
HOBBIIIEHNsT TEMIIEPATYPbl, COIPO-
BOX/ABIINIICA PBOTOI, 6OIAMU
B XKMBOTE, UAPETHBIM CUHIPOMOM.
PebeHok 06cIeoBaH 1Mo MECTY >KU-
TE/NbCTBA.

YnpTpasByKOBOE WCCIeJOBAaHIUE
(Y3M) 6promHoit MOOCTH: TenarTo-
CIUTEHOMET /IS, /IMQOaTeHOIaTIs,
cBOOOfHASA XUKOCTh B OPIOLIHOM
IIOJIOCTY € B3Bechbio. B maboparop-
HBIX MICCTIEHOBAHMSX — M30/IMPOBAH-
HO€ [OBBIIIIEHNE YPOBH;I IIAHKPeaTH -
YeCKOJ aMWIassl 4O TPeX-deThIpex
HOPM, YPOBHM a/JlaHMHAMUHOTPAH-
cdepaser (AJIT), acmapraTaMiuHO-
tpaucdepaser (ACT), menouHoil
¢docdaraspr (IIP), ramma-riyra-
muntpancnentupaser (ITTII) -
B Ipefenax pedepeHCHBIX 3Haye-
Huit. O6mumit aHanu3 KpoBu — 6e3
[IaTOJIOTMYeCKMX M3MeHeHuit. Mero-
JIOM MMMYHO(}EepMEHTHOIO aHajI3a
(JI®A) mcknoo4YeHbl ONMCTOPXO3,
TOKCOKAapo3, TPUXMHENIEe3, IAMONN-
03, ame6mas. B cBsasu ¢ mumdoane-
Homarueit 1y nposeneHus audde-
PEHIMAIbHOI AMATHOCTUKI MEX/Y
MHQEKUMOHHBIM U uMborponnde-
PaTMBHBIM IpOLleCcCOM pebeHKa Ha-
mpaBmin B MOCKOBCKUIT 06/1acTHOI
HAy4HO-JICC/IEfOBATEbCKIIL K/IMHN-
yeckuit uactutyt (MOHMKHN) nm.
M.®. Bragumupckoro. I[Tpu nocryn-
JIeHUM oOpaiano Ha ce6s1 BHUMaHIe
B3[[yTHe XXMBOTA, TelaTOMeranns
+2 CM TIO CPeTHEKTIOYMYHOI TMHNTL,
crieHoMmeranusa +3,0 cM U3-TOJ
Kpas pebepHoit fyru. JanHble mabo-
PaTOPHBIX MCCIeTOBAHNIT IIOKa3aIn
aHemmuio jerkoit crerrenu (106 r/m),
Tpom6o1uTOo3 (512 THIC.), TUIIONPO-
rennemuo (o6muit 6emox 60 r/n),
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runoanbb6ymmHemuio (40 r/n mpu
HOpMe 45-55 1/11), yMepeHHY0 I'IO0-
ramMarno6ymHemuio IgG - 6,2 r/n
(HopMma 7-12 /1), Ipyt HOpPMaIbHBIX
3HaueHmaAX obmux IgM, IgA. Buo-
XUMUYeCcKye IMOKasaTelu KpOBU:
AJIT, ACT, 1@, I'TTII B npemenax
pedepeHCHBIX 3HAUEeHNIT, 32 MCKITIO-
YeHUeM MaHKpeaTH4ecKoll aMmia-
3BI, yPOBEHb KOTOPOIL B 1,5-2 pasa
IIpeBbIIIa/l HOpMaJIbHble 3HAYECHUA.
B xomponoruy BbIsABIEHO 60/IbLIOE
KOJIMYeCTBO HENTPaIbHOTO XUpa.
BriepBble OTMe4Yanuch M3MEHEHMUs
B KOaryJorpaMMme KpoBU B BIJe -
nodubpunorenemun 0,79-1,67 r/n
(HopMa 2-4 1/1), yMepeHHOTO TOBbI-
IIeHNusl ypoBHs aHTUTpoMOuHa III
139% (nopma 83-128%), TpoMbMHO-
Boro Bpemenu 30 ¢ (15-25 c). [Topos-
peHuA reMaroora Ha Hac/e[ICTBEH-
HyI0 popMy runopubdprHOreHeMUn
BIIOCTIE[CTBUY He MOJTBEPHINACD.
C moMoub0 BU3YATU3UPYIOLINX
METOJIOB AMArHOCTUKU (My/IbTHUCIIN-
panbHasg KOMIIBIOTepHas TOMOrpa-
¢1s1) BBIAB/IEHBI IeIaTOCITIEHOMeTa-
nusi, 6ombinoit muMdoysen B BOpo-
Tax Cele3eHKH, MMMQOoanTeHOIaTs
B 007acTM Cce/me3eHKM, MHOXKeCT-
BeHHble NTMM(}OY3/Ibl B OpbIXKelike
toHkoit kumku. Crpykrypa IDK ne
M3MeHEeHa. YMepEeHHbI acuuT. JIum-
¢doameHomaTnn B rPyAHOIL IONTOCTH
He BBUIBJIEHO, B 00eNX akcumuisip-
HBIX O0O0JacTAX MHOXXeCTBEHHBDIE
muMdoysnbl Ko 10 MM B fuamertpe.
Pe3ynbTaThl peKOMEH/JOBAHHOTO
MHDEKMOHNCTOM 00CIeJOBaHMIS
Ha TY/IApeMUIo, KaMIMIobaKTepu-
03 oTpuiaTenbHble. KoHCymbranys
OHKOJIOTa: JAaHHBIX O TUMQOIPONN-
deparnBHOM mporjecce HeT. PebeHok
IOy JayI MecanasyH, Hudypokcasnp,
oMeIpason, GepMEeHTHYIO TepaInIo
C yMepEHHBIM IIOTIOKUTENbHBIM 3¢-
¢dexToM. ManpyyK BBIINCAH C AMa-
THO30M XPOHIYECKOTO TAHKPeaTNTa,
HO/IMaeHOIaTIM.

ITocrte BBIMCKM M3 CTALIOHAPA B Te-
YyeHMe Mecslia y pebeHKa COXpaHs-
nuck 6omu B KuBoTe. Yepes 1Ba Me-
csna pe6eHOK MOBTOPHO MOCTYIINIT
B MOHUVKMN um. M.®. Bragumup-
cKoro. Pe3ynbTaTel KOMIIBIOTEPHOI
ToMorpaduu OPIOUIHOI IONTOCTH:
IDK yBenmnuena - 22 x13x 12 M,
HEpOBHBIe HeYeTKMEe KOHTYPHI, Ha-
KOIUIEHVe KOHTPAcTHOTO IIpenapara
CHIDKEHO IIPEUMYIIEeCTBEHHO B TOJIO-

facTposHTeponorua. No 1

Bke 1 Tene DK, mapamankpearndec-
Kas KjIeTyaTka YIUIOTHeHa, MH(UIb-
TPUPOBAHA, TUMQOY3IIbI yBETNYEHDL
Bupcynros nporok - 1,5-2,0 Mm,
CTeHKa JIBeHaALaTUIIEPCTHOM KNIIKN
U IPUJISKAIIMX OT/IE/IOB TOLIel KIII-
ki yronieHa. JIumdoaneHonarus
10 XOLy OPBDKENKY TOHKOI KMIIKIA,
cruteHoMeranus. JlaHHBIX 06 ypoBHe
aMIUIa3pl U JIMIIAa3bl KPOBU He IIpef-
craB/ieHo. Manbunk o6creoBaH Ha
ONINOPTYHUCTUYECKIE MHPEKLNUN
Metosiom VIDA: repnec 1-ro, 2-ro,
6-TO TUIIOB, LIYITOMETaJIOBUPYC — pe-
3y/IbTaT OTPULATE/IbHBII, IOBBIIIEHBI
aHTHUTeNa Knacca IgG x Bupycy Smm-
teiiHa — bapp o 264 En/n (Hopma o
16 En/n). Y nadekimonncra pe6eHOK
He HaO/II0fjaICs], JIeUeH s He IOy dall.
B reuyenme [ByX neT mepmopmdec-
K1 6ecIoKoMIN yMepeHHble 60/u
B JKUBOTe, KOTOpPble KYIMPOBAIICh
CIIa3MOMUTUYIECKUMM TIpeIapaTaMi,
Kypcamu IIO/Tyva aHTALU/bI U [IaH-
KpeaTuH B MUHMMUKpocdepax.

B centsi6pe 2016 1. (B Bo3pacte 7 n1er)
B CBSA3U C >Kajmo6aMy Ha Mepuopu-
geckie 60 B XUBOTE U HEOPOPM-
JICHHBIIT CTY/I BIIEpPBbIE UCCIEHOBAHA
IIaHKpeaTydecKas 9/1acrasa kana. Ee
ypOBeHb cocTaBuI 168 MKI/T (HOpMa
Boinie 200 MKT/T).

BrocnenctBum pebeHoK ¢ xamobamu
Ha PBOTY U peLuANBUpYyIoiue 6011
B )XKMBOTE HEOJHOKPATHO IOCIINTA-
NTU3NPOBAJICA B TaCTPOIHTEPOIIO-
rudeckoe otfienieHne MoCKOBCKOTO
TOCY/IapCTBEHHOTO MEAMIIMHCKOTO
yuusepcutera um. V.M. CeueHnosa.
[Tpy KIMHUYECKOM OCMOTpe Ipu-
3HaKM TPodOIOrNIecKorl HepocTa-
TOYHOCTH U T'eHaTOCIICHOMeTals
He BbLABJIEHBI. PesynbraTsl 1a6o-
paTopHOTO 06CIefOBAHNS: YPOBHNI
obuiero 6enka, AJIT, ACT, obuero
u npsMoro 6unupy6muna, C-peax-
TMBHOTO 6eJKa, aMV/Ia3bl, J1acTasbl
MO B IIpefienax pepepeHCHbIX 3Ha-
gennii. Koarynorpamma 6es marosmo-
rdecKux usmeHeHnit. ®rbpoasoda-
rOracTpoJyoleHOCKOMNA IToKasana
9PO3NN KEYMKA, B CBA3M C YeM IIPHU-
MeHeHa TPEeXKOMIIOHEHTHasl CXeMa
AHTVXEMMKOOAKTEPHOI Teparui.

B Bospacre 8 et ¢ xanobamu Ha
NpUCTynoobpasHele 60U B XKU-
BOTE, SABJICHUAMHU aCHUTa pebeHOK
IIOCTYNWI B OT/ie/IeHNe TOPaKasb-
HOIl xupyprun JleTcKoit TopoacKoit
KJIVMHUYECKO 00mbHUIBI Ne 13 mMm.
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H.®. ®unarosa. IIpn o6cnegoBanum
OTMeYasoCh IIOBBILIIEHNE YPOBHSA
IaHKpeaTN4eCKON aMIMIashbl 1O BOCh-
MU HOpM. Pesynbrarsl nccnenosanms
KpPOBM) Ha Ha/ln4ye BUPYCOB (LUTO-
MeTaJIOBUPYC, BUPYC DIIITeliHA —
Bapp, reprec 6-ro tuna) MeTOLOM
IIO/IMMEPAa3HON LEeNHON peakLuu
OTpuUIaTe/IbHble, Ha HaJau4ue MH-
¢dexunu (TOKCOIIa3M03, SXMHOKOK-
K03, aCKapuyi03, TAMOINI) METOIOM
V®A - taxoke orpunatenbHble. I1pn
TOIMOMHUTENbHOM 00CIeOBaHNY Ha
IaHe/b IMMCTHOM MHBA3UM Y MaTO-
TeHHYIO KUIIeYHYIo rpymny B VIHCTH-
TyTe MeAMNIIMHCKON Iapa3uTONIOTHN,
TPONMYECKUX U TPAHCMMUCCUBHBIX
3aboneBanuit um. E.JI. MapruuHos-
CKOTO ITaTOJIOTMM He BbIAB/IEHO. [op-
MOHBI TUPEOMHOTO CIeKTpa — T3,
T4, TTT - B mpepenax pedepeHcHbIX
sHayeHMIi. IlokasaTenu rymopanb-
Horo uMmmyHnreta (IgG, IgM, IgA)
B Ipefieslax HOPMbI. [l McKiode-
Hus IgG4-accouumpoBaHHOro MaHK-
pearuTa uccnefoBaH yposeHb IgG4.
Pesyrmbrar B pefenax pedepeHCHbIX
3HaveHmit. VccnenoBanue oHKOMap-
Kepa paKa IO KeTyJOYHOI Kee3bl
CA19-9 - pesynbraT OTpUIATENb-
HbIJI. MarHuTHO-pe3oHaHCHAs TO-
Morpadus BBIABMIA NIPU3HAKK XPO-
HIYECKOTO NaHKpPeaTUTa: HEeOJHO-
ponHas TMIepIXOreHHasA CTPYKTYpa
IDK, ¢ ydacTkamu OoTeKa, MHOXKECT-
BEHHBIMY MEJIKVIMU YIUVIOTHEHVAMMI,
yMepeHHasI CIIJIEHOMeTaIus, aCLUT.

IMocne cTabummsannu COCTOSIHUS,
paspelIeHns acuuTa, paclInMpeHns
SHTEepPaJbHOI HATPY3KM, CHVDKEHNA
YPOBHS aMI/Iasbl C BOCBMM [0 OBYX
HOPM pebGeHOK BBINNCAH JOMOIL.
OpHako cIycTsl TpM JHA BHOBb TOC-
NUTAIN3MPOBAH B XMPYpPrUdecKoe
oTziesieH1e ¢ 60/IeBbIM a0JOMIHAID-
HBIM CMHIpPOMOM. B 6moxmmunyec-
KOM aHaju3e KpPOBU — yBe/ludeHue
YPOBH: aMIM/Ia3bl JO Y€ThIPEX HOPM.
V3W opraHoB GPIONUIHOI TOTOCTI
BHOBbD II0Ka3a/10 3HaYNTE/IbHOE KO-
JMYECTBO CBOOOMHON >KMIKOCTU
B OPIONIHON IIOTOCTY, M3MEHEHMUs
crpykrypnl IDK: yBenndenne pasme-
pos IDK 25x 10X 26 MM, CTPyKTypa
HEOTHOPOAHAsA, TUIIEePIXOTeHHas
C y4acTKaMM OTEKa, yMEPEHHOe pac-
HIMpEeHNEe BUPCYHTOBA IPOTOKA JI0
3,4 MM, criteHoMeranusa 106 X 46 mm.
Ha xoHcmnmyme Bpadei IOZ, pyKo-
BOJCTBOM Y/I€Ha-KOPPECHOH/IEHTa

39



40

KNMHMUeCKas NpakTuKa

PAMH, npodeccopa A.I0. Pa3sy-
MOBCKOTO IIPUHATO pelleHMte O Ipo-
BeJleHUM OIEePATUBHOTO JIeYeHNs
pebeHKY ¢ pelnANBUPYIOLINM Tede-
HueM TspKenoro XII, pesucreHTHOrO
K CTaHJapPTHOV TePaInu.

B uione 2017 r. B Bo3pacTe 8 ner
MaJIb4MKY TPOBEIM /TAapOTOMUIO
C HaJIOXKeHMeM ITaHKpeaTOeIoHOaHaC-
ToMo3a 1o Py. VIHTpaonepannonso
BBIABJICHBI [€MOPPArYeCKIil BBIIIOT
B OprourHoit momoctu (300 mi), pac-
HIVpeHMe 061Iero NaHKPeaTNIeCcKoro
mportoka (o 3 mm). IIpu rucronorn-
yeckoM mccaemoBaHum TtKanu IDK
YCTQHOBJIEH AMAarHO3: XpOHUYECKMI
IaHKpeaTUT, MacCUBHBIN ¢ubpos
IDK, nunomaros, rumepIiasus oct-
poBKoB Jlanrepranca. B nmocneomnepa-
IIIOHHOM IIepuofie pe6eHOK IIoTydan
VHIMOUTOPBI IIPOTeasbl, CUHTETIYeC-
KMl aHAJIOT COMAaTOCTaTMHA B Tede-
HIe IeCATH JIHEll, C IeCATBIX HoCIe-
OIIePALVIOHHBIX CYTOK — 9HTepaIbHOE
KOpMJICHIe CMeCBI0 Ha OCHOBE T PO-
JIM30BaHHOTO 6e/IKa MOJIOYHOJ CHIBO-
POTKM C IIOCTEIIEHHBIM YBeIM4eHIeM
ob6beMa HMUTAHUA U pacHIMpeHneM
IIPOJYKTOB, COITIaCHO auere N 5 1mo
IleBsnepy. IIpy HeOHOKpaTHOM TIOC-
JIeONePaLIOHHOM KOHTPOJIe YpOB-
HA aMM/Ia3bl JAHHBIA [TOKa3aTeIb He
HpeBbIIIaj pedepeHCHbIX 3HAYEHMNIT,
B TOM YICJIe TIOCTIe OTMEHBI MHTOU-
TOPOB IIPOTEa3bl ¥ CUHTETUYECKOTO
aHaJIora COMaTOCTATIHA, a TAKKe Ha
¢doHe pacumpeHus aueThl. B ynmos-
JIeTBOPUTEIBHOM COCTOSAHUM Ha
23-u mocneonepauoHHble CYTKU
¢ ypoBHeM ammtassl 49 En/n (Hopma
2280 En/n) u mumassl 68 Ex/mi (Hop-
Ma 4-130 Epn/mn) pe6eHOK BbImcaH
TIOMOIJL.

B TedeHue roma mocie BBINUCKU
y pebeHKa IBaXk/ibl OTMeYa/IUCh BbI-
pakeHHBIe 60/ B XMBOTe Ha (poHe
HapyIlIeHuA aueThl. JledeHne nmpoxo-
AT B aMOY/TaTOPHBIX YCTOBIUSIX.
ITpn Y3 B aBrycre 2018 1. (B BO3-
pacte 9 JyieT) KIMHUYECKMX IPU3HA-
KOB TPOQOJIOrMYeCKOl HeOCTaTOY-
HOCTH He BBIABIICHO: HMOIKeIy04-
Hasg >Kejle3a C YeTKVIMMU, HepOBHBIMU
KOHTypaMI, He YBelIndeHa B pasMe-
pax - 16,7x7,4x15,6 MM, IapeH-
XJMMa IHOBBIIIEHHO} 3XOT€HHOCTH,
HEOIHOPOJHasi, 6e3 IUII09XOTeHHBIX
y4acTKoB. BupcyHros mporok B 06-
JIaCTH XBOCTa He pacmupen. Kompo-
JIOTVA: HEMTPAJIbHBIN KNP, >KUPHbIE

KIC/IOTBI, MBUIA B YMEpEeHHOM KO-
mndectse. [TaHKpeaTndeckas anma-
crasa Kana 171 MKr/r (HopMma Bblle
200 MKr/r). Matb pebeHka caMoCTO-
ATEIbHO YMEHBUINIA O3y IaHKpe-
aruHa. [Ipenapar pe6eHOK HOMyYa
HepeTy/IApHO.

B okts6pe 2018 1. Ha poHe MHTEP-
KyPPEHTHOTO 3a00/IeBaHMsI Y MaJlb-
41Ka BHOBb OTMeYanoch 06ocTpe-
HUe IIaHKpeaTuTa, NoTpeboBapIIce
TOCIUTaNU3al My, VHTEHCUBHON
Tepanuy B TeuyeHue Hepmenu. C yde-
TOM peUMAVBUPYIOLEro XapakTepa
[IaHKpeaTuTa peOeHKy peKOMEeH/0-
BAHO TeHEeTHYeCKOoe MCCIefoBaHIe
I MCK/TI0YeHNs Hac/elCTBeHHBIX
¢dbopM ImaHKpeartura.

ITpoBemeHO MOJIEKYIAPHO-TeHETH-
YecKoe MCCIefloBaHNe Ha Hajan4dne
myranuit B reHax CFTR, CTRC,
SPINK1, CPA1 n PRSS1. Metopn
MCCTIeloBaHUA — MaccoBOe Hapar-
nenbHOoe cekBeHuMposaHue (Next
Generation Sequencing, NGS) sceir
KOMMPYIOIeil IOCIe/[0BATeNbHOC-
T TeHOB. JI1A mpoBefieHNA aHaIu-
3a COo3flaHa IpajiMepHas TapreTHasd
naHenb U3 65 map mpaliMepos. Vc-
nonb3yeMas Inargpopma — lon S5
(Thermo Fisher Scientific). Cymmap-
Has 00/1acTh IOKPBITUA COCTaBUIA
okoso 13 000 nykneotunos. More-
KY/IIPHO-TeHeTHYeCKast 4acTh pabo-
TBHI IIpOBefieHa Ha 6ase LleHTpasnbHO-
ro HMUNM snupemumonorun Pocmort-
pebHaznsopa.

B xopme mccnemoBaHMA y HalnueH-
Ta BBLABJICHA IIATOTeHHAsA MYyTalllsd
c.86A>T (p.Asn29lIle) B rene PRSS1
B IeTEPO3UTOTHOI PpopMe.

K HacToAmemMy MOMEHTY B TeHe
PRSS1 ommcano cbime 25 pasnany-
HBIX MyTalMit. BOMbIIMHCTBO 13 HUX
B TeTepO3UTOTHOI (OopMe BbI3bIBAET
pasBUTHE Ay TOCOMHO-JOMMHAHTHON
¢dbopmbl maHkpeaTnta [26].
CeMmeitHblll aHAMHE3 B TaKMUX CHy-
Jasx OOBIYHO OTATOINEH MaHKpea-
tutoM. Ilo 3akoHamM MeHpens, Teo-
peTmyeckas BepOATHOCTD Hepefaun
3abomeBaHNs U3 MOKOJIEHNUS B IIO-
konenne 50%. Opnako ren PRSS1
006/1ajjaeT HeIoIHOM TTeHeTPAHTHOC-
Thi0. IloKa3aHO, YTO MaTOreHHbIE
MyTallM B TeHe TPUIICYHOTeHa IIpU-
BOJAT K HPOSIBICHNUIO 3a00/IeBaHMs
B 80% cimy4aes. B 20% cuMnTOMBI OT-
CYTCTBYIOT (IIOKa II0 HeV3BECTHBIM
npuynHam) [35-37].

K coxxajieHu1o, B CHIy ceMelHBIX 00-
CTOSATEIbCTB MOTYYNTD JOCTATOYHYIO
MH(OPMALIMIO O COCTOSHNUU 3[,0PO-
BbsA POJCTBEHHMKOB Ipo6aHza 10
OTLIOBCKOJ MHUM He ymanock. Ilo
MaTePUHCKOI JIMHUY BbISIBIEH efy-
HUYHBIA cnyyait XII y Mmatepn manu-
€HTa, y KOTOPOJ1 paHee, B Bo3pacTe 23
net, fuarHoctuposana JKKb, mpose-
IeHO OIlepaTMBHOE BMEIIATeTbCTBO
B BUJie XONMEIVCTIKTOMMI. B HacTO-
stiijee Bpemsi (Bospact 41 rop) mpu
Y3 opraHoB 6pIOIIHOI HOTOCTH 06-
Hapy>keHbI Ay PysHbIe U3MEHEHNs
IDK (aTak ocTporo maHKpeaTuTa He
HaOJII0fIa/10Ch).

06cyxpaeHne

O6HapyxeHHast y TMal[MeHTa MyTa-
s ¢.86A>T (p.Asn29lle) sBser-
Cs OJJHOM M3 YaCThIX MyTalUi TeHa
PRSS1 [38]. OTa MyTauus, no faH-
HBIM pasINYHBIX ABTOPOB, OOHAPY-
XK1BaeTcs y 5-21% OO0/NbHBIX ¢ Ha-
cnencrBenHoi popmoit XIT [36, 39,
40]. B 1e1oM maToreHHOE HeCTBUE
Mmyranuii reda PRSS1 o6ycnosreno
IBYMA OCHOBHBIMU MeXaHU3MaMM —
IpeXeBpeMeHHO BHYTPUIIaHK-
peaTuvecKol aKTUBALMEel TPUIICU-
Ha MM €r0 yCTOMYMBOCTBIO K Jie-
rpajauun. Ilokasano, 4ro in vitro
[ATOTeHHBbI BapuaHT p.Asn29lle,
BbBIAB/IEHHBIN y MalleHTa, COIpo-
BOXKJIA€TCs 3HAYNTEIbHBIM yBemnde-
HIEeM ayTOAKTUBALVY KaTMOHHOTO
TpuncuHorexa [41]. B cBoro odepens
IpexjeBpeMeHHas aKTUBaluA IMaH-
Kpearnyecknx GepMeHTOB, elle 10
BBIXOJAa coka 13 nporoka DK, BbI-
3bIBaeT BOCIANNUTENbHYIO PeaKLNIO
U MPOBOLMPYET MpoIlecc ayTonmu3sa
B OTHOLIIEHNV COOCTBEHHDIX aIlHAP-
HBIX KJIETOK OpraHa. BrocimepgcTsun
aTaKy MaHKpeaTuTa MOBTOPSAITCA,
¥ BOCIIAJIMTE/IbHBII IIPOLecC IPHoob-
peTaeT XpOHMYECKUIT XapaKTep.
CerofHs M3BECTHO, YTO IMATOT€HHbIE
myTtauun rena PRSS1 conposoxpa-
I0TCs 3HAYUTETbHBIM YBelINYeHNeM
pucka passutus paka IIDK. B yact-
HOCTU, PUCK pa3Butua paka IDK
y HalMeHTOB C HacIe[CTBEHHBIM
IIAHKPEATUTOM BoO3pacraer B 50-
70 pa3. Puck pasButusa paka IDK
MOBBIIIaeTCA HaunHas ¢ 40 et u f1o-
cruraer 40-70% B Bospacre 70 ner
(0ocobeHHO ecnu HaCTIEeNCTBEHHDIN
MMaHKPEAaTUT MPOCIEeKNBALTCA IO
MY>KCKOI muHum) [20, 42].
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C y4eToM M3/I0)KEHHOTO BCeM Ha-
IMeHTaM IIOMYMO pa3HOOOpa3HbIX
npodUIaKTUYeCKUX Mep B OTHO-
IMIeHUN TIpefyIpeXHAeHus MOBTOp-
HBIX aTaK IaHkpearuTa (usberaHue
CTPEeCCOBBIX BO3JENCTBUII, OTpa-
HUYeHMe MUINK C BBICOKUM COZep-
JKaHMeM >XMPOB, MCKIOYeHNe KY-
peHus M ajaKoToss) LO/KEH OBITh
PEeKOMEeHIOBaH KOMIIIEKC Mep,
HaIlpaB/IeHHBIX Ha MaKCUMaJIbHO
paHHee BBIABJIEHME ONMyXOau (MO-
HUTOPUHT yPOBHA OHKOMapKe-
pa CA19-9 B KpoBU, perynsApHOe
nposefeHne Y3V momKkenymouHon
JKeJle3bl, MarHUTHO-Pe30HAHCHON
ToMorpadumu u up.).

3aknioyeHue
IIpu HenmpepbIBHO-peLUSUBUDY-
OIIEM TE€YECHUN NOMNOIMATUYECKOTO

MaHKpeaTUTa MoC/iIe MCKIIYeHN
aJIKOTOJIBHOTO, OM/IMapHO3aBIUCK-
MOTO, MCMeTaboMNIecKOro, MH-
(b eKIMOHHOTO, JIEKAPCTBEHHOTO
U ayTOMMMYHHOTO TeHe3a 3abore-
BaHMS HEOOXOMUMO TPOBEIEHNME
TeHeTVYeCKUX TeCTOB Ji/Is BIABIIE-
HJSL HaCJIeICTBEHHBIX (GOPM MaHK-
pearura.

B mpepcraBlIeHHOM KIMHUYEC-
KOM HAOJII0JieHNN HaClIeACTBEH-
HBIJI NMaHKpeaTUT MaHudecTupo-
BaJl Y MajJbuMKa B BO3pacTe 5 jieT
U HOCMJI HeIIpepbIBHO-PEeUVNBY-
pyrommnit xapakrep. PesynpTarn
NIPOBENEeHHOTO MOJEKY/IAPHO-Te-
HeTUYeCKOro aHalnu3a MojTBepau-
JIN Hacle[lCTBEHHbIN XapakTep XII
(PRSS1-acconumpoBaHHBIN IaHK-
peatut). PeKOMeH0OBaHO reHEeTHU-
yecKoe TeCTUPOBaHNE PONCTBEH-
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HUKOB IIEPBON U BTOPON CTEIEHU
POJLCTBaA C LIEJIbI0 CBOEBPEMEHHOTO
BbIABJIEHUSA JIUL, IpeApaclioso-
JKEHHBIX K Pa3BUTUIO IAaHKPEATUTA.
Bce manueHThI ¢ TeHeTMYECKY IO -
TBEpP>KJ€HHbIM HaC/IeLCTBEHHBIM
MaHKPEAaTUTOM HYXIAITCA B IU-
HAMMUYECKOM HAOTIOIEeHUN TracT-
posHTeposora A NpodUIaKTUKI
U jedeHnst 060CTpeHnit, KOppeK-
LY 9K30KPUHHOV HEJOCTaTOYHOC-
i DK, gedpunura Makpo- u Mux-
POHYTPUEHTOB, MOHUTOPMHIA PAH-
HEro BbISIBJIEHNSI OHKOJIOTMYeCKOTO
npornecca B IDK.

Asmopvl cmamvu noomeepounu
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Clinical Case of Hereditary Pancreatitis in a Child Due to Mutation in PRSS1 Gene
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Many etiological factors are involved in the development of chronic pancreatitis. In contrast to the adult
population, in which this disease development is being more often associated with alcohol and smoking,

in Pediatrics, special attention is being paid to genetic causes of disease. Mutations in the genes CFTR, CTRC,
SPINK1, CPA1 and PRSSI significantly increase the risk of this disease developing. The article discusses the case
of continuous recurrent chronic pancreatitis in a boy of nine years with a mutation in the PRSSI gene, revealed
during the molecular genetic study.
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