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PAHHAA AUATHOCTUKA PEAKOIO HACAEACTBEHHOTO
3ABOAEBAHUA - CUHAPOMA HEHYBCTBUTEABHOCTU BOAMN.
KAUHUYECKUU CAYHAU

O. B. ArpaHosu4 2, A. O. ArpaHoBud |, E. C. Ao6oaa !, M. M. Xanaesa !

! KpaeBas aAeTckas KAMHu4eckas 60AbHULA, CTABponoAb, Poccus
2 CTaBpOMNOAbCKMIA FOCYAQPCTBEHHbIN MEAULLMHCKMI YHUBEpPCUTET, Poccus

EARLY DIAGNOSIS OF A RARE HEREDITARY DISEASE -
SYNDROME PAIN INSENSITIVITY. CLINICAL CASE

Agranovich O. V.12, Agranovich A. O.', Loboda E. S.', Hapaeva M. M.

! Regional Children’s Clinical Hospital, Stavropol, Russia
2 stavropol State Medical University, Russia

OnucaHHbI cnyyain — pegkoe HacneaCcTBEHHOE ayTOCOMHO-peLeccBHoe 3abonieBaHne, 06yCOBNIEHHOE HApYyLLEHNEM
4YyBCTBUTENBHOCTN 60MEBLIX peLenTopoB. ONopHbIE KIMHUYECKME 3HaKW: BPOXAEHHAS HEYYBCTBUTENbHOCTb K 6051, Ha-
pyLleHVe TePMOpPEerynsunum — nuxopaaka HesCHOro reHesa, aHrmagpos, YMCTBEHHAsi OTCTaNoCTb, CAaMOMOBPEXAEHMS, OT-
CYTCTBUME MOTOBOI peakuumn Ha TensoBble, 60/ieBble, SMOLIMOHANbHbLIE UK XUMUYECKne cTuMybl. CUHOPOM HEeYyBCTBU-
TeNbHOCTN 60/ C aHMMAPO30M, Kak NpPasBusio, AMarHoCTUPYETCa NO3AHO, YTO NPUBOAUT K BLICOKOI NeTanbHocT (80 20 %),
CBSI3aHHOI C OMacHbIM neperpesBaHMemM Tena NPy BUPYCHbIX MHMEKLMAX 1 OCTPOBOCHaNNTENbHbLIX NpoLeccax, 06biYHO B
TeyeHue NepBbIX TPex NeT Xn3Hn pebeHka. OTcyTcTBUE 60M1eBbIX PedNIEKCOB 3HAYMTEIbHO NOBbLILLAET BEPOATHOCTb TPABM.

KntoyeBble cnoBa: HaceACcTBEHHbIe 3a601eBaHus, CUHAPOM He4YyBCTBUTEJIbHOCTU 6osm, PaHHssa AnarHocTtuka

The described case rather rare inherited autosomal recessivnoe disease due to a violation sensitivity of pain receptors.
Supporting clinical signs: congenital insensitivity to pain, impaired thermoregulation, ambiguous Genesis, fever, anhidrosis,
mental retardation, self-harm, lack of reaction to sweat heat, pain, emotional, or chemical stimuli. Pain insensitivity syndrome
with angidrozom usually are diagnosed late. This leads to high mortality of patients (up to 20 %) related to dangerous
overheating of the body in viral infections and ostrovospalitel’nyh processes, which often happens during the first three years
of a child’s life. the lack of pain reflexes significantly increases the likelihood of injury.
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3AMETKM U3 NMPAKTUKU

NOTES FROM PRACTICE

B/Y - BMpyc nMmyHoaeduumnTa Yyenoseka
KT - koMnbtoTepHasi ToMmorpadusa
Y3/ - ynbTpa3BykoBOe nccnenoBaHme

OKI - anekTpokapanorpadus
OMI - aneKkTpoHenpomuorpadus

ongenital insensitivity to pain with anhidrosis,

(CIPA), wnu HacnencTBeHHasi CEHCOpHas u

aBTOHOMHas HeBponatus 4 Tuna, CUHAPOM
He4YyBCTBUTEJIbHOCTU 6Gonu ¢ aHrmgposom (MIM
Ne 256800) — oTHOCUTCSA K rpynne HacnencTBEHHbIX
CEHCOpPHbIX 1 aBTOHOMHbIX HeBponaTui [1].

Bbin onucan Bnepebie B 1963 roay Bpadyom A. G. Swan-
son y aByx 6paTtbeB [2]. MNosgHee P. J. Dyck Bolgenun 5
TUMOB HACNEACTBEHHbBIX CEHCOPHbIX 1 aBTOHOMHbIX HE-
BpOMaTuii, KOTOPbIE ABASIOTCA FEHETUYECKM U KINHUNYE-
CKM reTeporeHHom rpynnoii 3aboneBaHnii, CBA3aHHbIX C
CeHCcopHo ancoyHkumen [3].

YeTBEPTLIN TWUM — CUHOPOM HEYYBCTBUTENBHOCTU
6051 C aHrMapPO30M, HacnenyeTcs ayTOCOMHO-peLec-
CMBHO, HO MOXET BCTpeyaTbCs cnopaguyecku. Bcero
onuncaHo meHee 50 cnyvyaeB gaHHOro 3aboneBaHus.

CywecTByeT MHeEHMe, 4YTO TreHeTudeckuii pe-
dekT, accoummpoBaHHbIi ¢ MyTauuen B reHe NTRK1
(NEUROTROPHIC TYROSINE KINASE, RECEPTOR,
TYPE 1), pacnonoxeHHsblii Ha xpomocome 1 (1g21-g22),
KoaMpyeT peuenTtop TUPO3MHKMHA3bl 1 Tuna, KOTOPbIA
UrpaeT KIloYEBYIO POJib B PErynsiumMm HOLMUENTUBHOMN
YyBCTBUTENbHOCTU. Hanuune koopamHupyowero ¢ak-
TOopa poCcTa CUMNATUYECKUX, XONMMHEPrMYECKUX HENPO-
HOB (B TOM YMC/E€ MHHEPBUPYIOLWNX NOTOBbLIE XENEe3bl),
a Takke YyBCTBUTEJIbHbIX HEMPOHOB CMMHHO-MO3rOBbIX
raHrnMeB, PACnOIOXEHHbIX B 3aHNX KOPELLKAxX CANHHO-
ro Mo3ra, NpuBOANT K HAPYLLEHUIO MUENVHN3ALNN Nepu-
depuryecknx BonokoH [4-6]. Hanuune aHrmpposa pea-
NN3yeTcsd OTCYTCTBUEM MHHEPBALMU NMPOTOKOB MOTOBbIX
xenés [1, 7]. Kpome Toro, nameHénHbin reH NTRK1 cta-
HOBUTCSI OHKOFE€HOM, 4YTO B UTOre MOXET NPUBECTU K pa3-
BUTUIO MANUINSPHON KapLMHOMbI LLIMTOBUAHON Xenesbl
[8]. B psge cny4yaes BbisiBNeHbl MmyTaumm reHa SCNO9A,
KOTOpPbIN KOOMPYET CyObeaMHNULY MOTEHLMAN 3aBUCUMO-
ro HaTpPUEeBOro kaHana. BmecTte ¢ TeM onucaHbl CEMbU C
[aHHbIM 3a060n1eBaHMEM, Y KOTOPbIX HE BbISIBNIEHbI MyTa-
LMW HX B OOHOM U3 3TUX FEHOB.

MaHundecTaumna KJIMHUYECKOW KapTWHbLI CUHAPOMA
HEYYBCTBUTENBHOCTN BONM C aHMMAPO30M pa3BUBAETCS,
Kak NpaBufo, B NepBbI ro, Xn3Hm pebeHka OTCYyTCTBUEM
60/1€BO YYBCTBUTEJIBHOCTU MPU COXPAHHOCTU BKYCOBOW
W TaKTUIbHON, aHMMAPO30M N MOCTOSIHHbBIM MOBbILLEHNEM
TemMnepaTypbl Tena. Temneparypa He pearvpyeT Ha Xa-
pPOMOHMXaKLWMe npenapartbl, CHUXEHUS €€ MOXHO [0-
OUTbCS TONBKO GUINYECKUMU METOAAMU OXNAXAEHUS.

B knuHuyeckon kapTuHe 3aboneBaHus xapakTepHbI
3a4epkKa NCUXMY4ecKoro passnTtus n aytoarpeccust. OT-
JNINYNTENBHO 0COBEHHOCTBIO HEBPOJIOMMYECKOro cTaTy-
ca ABNSeTCs OTCYTCTBME WUSIN CHUXEHWE KOPHEASIbHOro
pednekca Npu HOPMaNbHO BbI3bIBAOLVXCS OCTaNIbHbIX
pednekcax. AnekTpoHelripomunorpadus (3MI) He Bbl-
ABNSET NPU3HAKOB HAPYLUEHUS NMPOBOAMMOCTM MO ABU-
raTenbHbIM BOJIOKHaM HepBoB. O6palwiaetT BHUMaHuE
OTCYTCTBME BONEBOWN N CHUXEHNE TEMMNEPATYPHOM YyB-
CTBUTENBLHOCTU MPU COXPAHEHUN BKYCOBOW U TaKTU/b-
HOM. Y 60MbHbIX MOXET BbISBNATLCS NMaTONIOMMsi OpraHoB
3peHnst — A3Bbl PoroBuLbl, kepatokoHyc [9, 10]. Hepo-
CTATOYHOCTb WHHEPBALMN 3KTOAEPMASbHbIX CTPYKTYP
NPUBOAMT K PAHHEMY BbiNageHuio 3y60B, peunanBupy-
IOLLLMM OCTEOMUNENNTAM, aceNTUYECKM Hekpo3am [11].

MporHo3 npu cuHapPOMe HEeYYBCTBUTENLHOCTU 60N C
aHrmapo3om HebnaronpuaTHeli. OnNacHO neperpeBaHve
Tena npu BUPYCHbIX MHDEKUMAX U OCTPOBOCHANUTENBHbIX
npoLieccax, Hanpumep Npuv anneHauumTe, Tak Kak naumeH-
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Thbl HE HYBCTBYIOT 60 1 TEMMEpPaTypa MOXET NOBbILLATLCS
no 42-43 °C, 4TO NPpUBOAUT K BbICOKOI NeTanbHOCTU (00
20 %), 0COBEHHO B TeYEHME NEPBLIX TPEX NEeT Xn3Hu [12].
OTtcyTcTBME 6oneBbix pedniekcoB 3HAYMTENbHO MOBbILA-
€T BeposiTHOCTb TpaBM. BcnepnctBue HapylleHusi pocTta
3y00B MMEKT MECTO ANCHYHKLIMN apPTUKYNSLIMOHHOIO an-
napata, AM3apTpuK, a YyBCTBUTESIbHbIE HApPYyLLUEHUs 00y-
CNOBNMBAIOT CaMOMNOBpeXAeHNa OEceH n wek. Kpome
TOro, nauveHTam TPYOHO afanTupoBaTbCs B OOLLECTBE,
4YTO CBSI3aHO C HapyLLUEHVEM apTUKYISLMOHHOrO annapara
1N GYHKUMM peyn BCnencTBue OTCYTCTBMS 3y00B.

YuuTteiBasg TOT PakT, YTO CUHOPOM HEYYBCTBUTEIb-
HOCTM GONM C aHrMAPO30M BCTPEYAETCH penko u ava-
rHOCTUPYETCS NO34HO, 3HaHME OCHOBHbLIX CUMMNTOMOB U
MapKepoB PaHHEN AMarHoCTuku 3aboneBaHUs BeCbMa
akTyanbHO. Mbl npenctaBnsieM uctopuio 60ne3Hn pe-
6eHka C CMHOPOM HEYYBCTBUTENbHOCTN 60NN C aHrMapPo-
30M, HaxoOMBLLUEroca Ha NeyeHun B KpaeBOW OEeTCKOM
KNMHUYecKkom 6onbHULE.

Manbunk P. B Bo3pacTe 4 mecsueB NOCTynuia C xa-
no6amu Ha NOCTOSAHHOE MOBbLILLEHWE TEMMEPATYPLI Tena
no 39 °C. M3 aHamMHe3a U3BecTHO, YTO peBEHOK OT BTO-
poii 6epemMeHHOCTU, BepeMEHHOCTb NpoTekana Ha GpoHe
Yrpo3bl NpepbiBaHnsa B 6-7 mecsueBs; B cpoke 39-40 He-
Jenb CPOYHble poabl, Macca npu poxgeHun 4050 r, 3a-
TPYOHEHHOE BbIBEAEHME MJIEYMKOB, NEePesioM KITHOUULbI.
C poxnaeHus oTMevyanucb anma3oapl NogbemMa Temnepa-
Typbl Tena o 38-39 °C, npy 9TOM cCaMO4yBCTBUE pebeH-
Ka He CTpagano, He Obl10 M3MeHeHUn NabopaTopHbIX
nokasarenen. JXaponoHmxatlliye npenapaTbl Obln He-
addekTnBHbl. CHUXEHNA TemnepaTypbl yaaBanoCb O0-
OUTLCA TONMbKO PUINYECKMMU METOAAMU OXNaXAEHUS.
Y pebeHka HUKOrga He OTMeyanoCb MOTOOTAENEHUS.
B cBs3u c mopo3peHmemM Ha Tekywmin MHGOEKLMOHHbIN
npouecc B BO3pacTe 4 MecsueB 6bi1 roCnuTanM3npoBaH
B MH(EKLMOHHOE OTAEeNeHME BONbHULIbI.

Mpn nocTynneHMn CoCTOsIHME pacLeHMBanochb Kak
Taxenoe. Peakums Ha oCMOTp Banasi, HeakTUBHas, OTMe-
yanacb Bblpa@XEeHHas HEBPOJIOrMYEeCcKas CUMMMNTOMATMKA:
rosloBy yaepXvBaeT HeyBepeHHO, B3rnsg He dukcupy-
€T, HeT onopskl, duanonornyeckne pedrekcobl YaCTUHHO
He BbI3bIBAINCb. JnarHo3 npm NoCTYMAEHUN: IMXopaaka
HEesICHOro reHesa, BHyTpuyTpobHas uHoekums (LLMB).
B npouecce o6¢cnenoBaHns CyLLEeCTBEHHbIX UBMEHEHUI B
KIIMHNYECKMX 1 BUOXMMUNYECKNX aHaNn3ax KPOBM 1N MOYU,
OTKJIOHEHUI OT HOPMbl B MHCTPYMEHTaJNIbHbIX MCCNeno-
BaHUSAX rOSIOBHOrO MO3ra, OpraHoB OPIOLIHOM MONOCTH,
noyek (IKI, M, Y3WU, pentreHorpadusa, KT v gp.) He
BbisiBNIeHO. Mapképbl MHPEKUMOHHbIX 3a6oneBaHuin (BU-
pycHoro renatuTta, BUY, cudpunuca, xnammanmHom n mm-
KOMIasMeHHON MHMEKLUMN) oTpuLaTesbHbIe.

MokazaTenn uccnegoBaHuUs rnobanbHOW U CTUMY-
NAUMOHHOW 3neKkTpoHelpomMumorpadumm Obiiv B HOpMeE.
B moTopHoM chepe natonornm He oTMevanocb. Bkyco-
Basi N TaKTUbHasi HYyBCTBUTEJIbHOCTb COXPaHEHbI.

Bbino obpalleHo ocoboe BHMMaHWE Ha TO, YTO NMpu
NPOBEAEHUN UHBEKUUIA N OPYrUX MEOULUMHCKUX MaHu-
nynaumin pebéHok He pearmposas Ha 60J1b, YTO Cbirpasno
peLlaloLLyo posfib B MOCTAaHOBKE AMarHo3a — CUHApomMa
HEYYBCTBUTENILHOCTN 60onu ¢ aHruapo3oMm. AnddepeH-
uManbHbIA AMarHo3 rno3Boaus UCKOYUTb HACNeACTBEH-
Hble CEHCOpPHbIE N aBTOHOMHbIE HEBpOMNaTuu, 3aboseBa-
HUSA 9KTOAEepPManbHOro pocTtka, chuHronnunaoo3 Padpwu,
CEMENHYI0 AM3aBTOHOMUIO, cuHapom Pannn - [es.
Tak, y HabnoaaeMoro HamMmu Manbymka He Oblfin BbISIB-
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NIeHbl HapylleHns KoopAuHauuu, cnesoTeveHune, rpu-
60BUOHbIE COCOYKM Ha A3blke, 3aTPYAHEHUS FOTaHus,
MPUCTYMbl PBOTbI, ANCOYHKLUMS XENYAOYHO-KULLIEYHOro
TpakTa, NOBTOPHbIE MHEBMOHUM, XapakTepHble a1 Ha-
CNeaCTBEHHOM CEHCOPHOWM M aBTOHOMHOW HeBponaTum
3 Tuna (cemelnHas OM3aBTOHOMUSA, CMHAPOM Pannn —
Jes). 3aboneBaHve y Hallero naumeHTa He COMnpoBO-
XAan0Ch NOTEpPEeN cryxa u pa3BuTueM TpopU4eCcKmx 3B,
4YTO AIBASIETCA XapakKTepHbIM OjS1 HACNEeACTBEHHOW CEH-
COPHOW 1 aBTOHOMHOW HeBponaTtuu 1 Tmuna.

KatamHecTuyeckoe HabnogeHue pebeHka B Tede-
HMe nocneaylowmx 3 neT No3BOAUIO NOATBEPANTL Ana-
rHO3: OoTMevYanucb gedekTbl GopMupoBaHus 3y6OB C
BbinageHnem 8 3ybos (puc. 1), acenTuyecknii HeKPo3
AncTanbHbIX OTOENOB NanbLEeB Ha pykax (puc. 2) n ge-
dopmaumsa HOFTEN Ha HOrax, yTOJILLEHME KOXM Ha na-
LOHSAX. BblpaxeHHas 3agepxka NCUMXOMOTOPHOrO pas-
BUTUSA coYeTanacb C rmnepmMoOTOPHbIM MOBEAEHUEM U
3MOLUMOHANbLHOW HEeYCTOMYMBOCTLIO. B 3 roga manbunk
HE roBOPWUT.

Puc. 1. edekTbl opMmpoBaHus 3y60B
C BbinageHuem 8 3yb6oB

Taknm 06pas3om, Ha OCHOBaHMM OAHHbIX aHamMHesa
M pes3ynbTatoB MNPOBEAEHHOrO KJMHMYECKOro u nabo-
pPaTOPHO-UHCTPYMEHTaNIbHOro 06cnenoBaHns pPebeHKy
BriepBble B Bo3pacTe 4 MecsueB Obll BbiCTaBeH Ava-
r’HO3: CMHOPOM BpO)K,EI,eHHOI7I HEe4YyBCTBUTEJIbHOCTU 60nn
C aHruapo3om. 970 Hamboniee paHHUIA CPOK MNOCTaAHOB-
KM MNPaBUIbHOIO AMarHo3a W3 OMWCaHHbIX Cly4YaeB B
M3Y4EHHOM HaMn nuTepartype.

Heob6xoaMmMo NogyepKkHyTb, YTO paHHee yCTaHoBIe-
HMe amarHosa nmeeTt 6osfblioe 3Ha4YeHue B AasibHei-
wen cynobbe peberHka. MNocTossHHaAsA rmnepTepMus, He-
NMPoOn3BOJIbHOE YN1eHOBPeaAUTesIbCTBO U TPABMbl BIINAIOT
He TONbKO Ha MPOrHo3 3abofieBaHMs, HO U Ha XWU3Hb
nauuneHTa. MNMpakTunka nokasana, 4To CBOEBPEMEHHO Mo-
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WHTEPAKTUBHbIE MHOXXECTBEHHbIE KEUCbI
B AKKPEAUTALUMUU CNELUAAUCTOB 3APABOOXPAHEHUA
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INTERACTIVE MULTIPLE CASES IN ACCREDITATION
OF PUBLIC HEALTH SERVICES SPECIALISTS

SemenovaT. V., Sizova Zh. M. 2, Malahova T. N. 2,
Malygin A. A. 3, Chelyshkova M. B. 2, Knyazeva S. A. 2

I'N. I. Pirogov Russian National Research Medical University, Moscow, Russia
2. M. Sechenov First Moscow State Medical University (Sechenov University), Russia
3 Ivanovo State University, Russia

MpeacTasneHbl pe3ynbTaTtbl BbINOJHEHMS MPOEKTa MO CO3AaHUNI0 MHTEPAKTUBHBIX MHOXECTBEHHbIX (MHOFOMEPHbIX) Ken-
COB 1 HaMe4eHbl NepcrnekTVBHbIE HanpaBieHns Nx pa3BnUTUs. MHOroMepHOCTb 06ecneynBaeT OLEeHKY psifia NePEMEHHbIX,
3a[aHHbIX MHOXECTBOM TPYAOBbIX PYHKUUIA, NPOPECCUOHaNbHBIX CTAaHOAPTOB NPU akkpeauMTaumm cneunannucTosB B cde-
pe 3apaBooxpaHeHnss. CBOMCTBO MHOFOMEPHOCTU AOMNONHAETCH MHTEPAKTUBHOCTbLIO, PaCCMaTpuBaeMoOm Ha TPEX YPOBHSX.
MpoBeneH aHann3 0COGEHHOCTEN KEMCOB A1 Pa3/IMYHbIX YPOBHEN MHTEPAKTUBHOCTU. BTOPOI ypOBEHb MHTEPAKTUBHOCTU
CBA3bIBAeTCH C METOA0/I0NMEN AOoKa3aTelbHOro Noaxoaa 1 KInHMYeCKMMN pekoMeHgaumsammn, Kotopele criesyeT UCMoJib-
30BaTb A1 060CHOBaHWS Bbibopa oTeeTa. MNprBoaATCS pedynbTaThl anpodaunm MHTEPaKTUBHBLIX MHOXECTBEHHbIX KENCOB 1
Hame4alTCs NyTu Ux passuTuS.

Knioyesblie cioBa: akkpeanTaums, MHTePakTUBHOCTb, MHOrOMEPHOCTb, TPYA0BbIE PYHKLINMN

Results of project performance for interactive multiple (multidimensional) cases development are presented and per-
spective directions of their development are planned. Multidimensionality provides scoring of some variables set by labour
functions pool of Professional Standards for accreditation in sphere of public health services. Property of multidimensio-
nality is supplemented with the interactivity considered at three levels. The analysis of features of cases for various levels of
interactivity is carried out. The second level of interactivity is connected with methodology of Evidence-Based approach and
Clinical Recommendations which should be used the examinee for substantiation of answerchoice. The results ofinteractive
multiple cases approbation are demonstrated and ways of their development are outlined.

Keywords: accreditation, interactivity, multidimensionality, labour functions
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