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Pesiome

LncoyHKUMA BUANAPHOTO TPAKTa — OJHO 13 CaMblX YaCTbiX GYHKLMOHANbHbIX HAPYLIEHWI Xeny[oYHO-KMLEYHOrO TPaKTa
B [IETCKOM BO3pacTe. B KNMHMUECKOW NPaKTUKe HEPEKO MOXET BCTPeUaTbCA coueTaHve Npobnem — GyHKLUMOHaNbHO
NaToNOMUM XeNyA0UHO-KMLEYHOTO TPAKTA C APYTMMMW NATONOTMAMM, MOPON C pefKuMI (OpdaHHbIMM) 3aboneBaHUAMY,
3aMof03pUTb KOTOPbIE MOXHO B XOAE 0 06C/1e[J0BaHUA N0 pe3ynbTaTam 1abopaTopHO-UHCTPYMEHTANbHbIX UCCEA0BAHNIA
W KNMHMKO-aHAMHECTUYECKIMX IaHHBIX.

B cTaTbe NpencTaBneHo KnuHnueckoe HabniogeHne Au3nroTHbIX 6M3HEeLOB, KOTOpble MPOLWNM A1arHOCTUYECKUI MOUCK
oT bunrapHoi ANCOYHKLMM Ao runodochatasuu.

fnnopocdatasua (FOO) — opdaHHOe 33b60neBaH1E, XapaKTEPU3YIOLLEECA CHIKEHUEM YPOBHSA LWEeoYHOM GpocdaTasbl 1 cu-
CTEeMHbIMVI NPOABAEHUAMY, TIABHBIM 0OPAa30M CO CTOPOHbI KOCTHO-MbILLIEUHO CUCTEMBI, HEBPOMNOTMUECKOW CUMMTOMATUKOW,
NOPaKeHNEeM OPraHoB fibiXxaHus. He cneyndnyHOCTb U WMPOKas BapuabenbHOCTb KNMHUUYECKOM CUMNTOMATUKN HEPEAKO
3aTPYAHAET NPOLIECC AVATHOCTUKIA, YTO MPUBOAMT K XKIM3HEYrPOXKAIOLLUM COCTOAHUAM W MHBANMAM3AUMN NALMEHTa.

KntoueBble cnoBa: bunmapHas aucdyHKUMS, LienoyHas docdarasa, paxmutonofobHble 3abonesaHms, AeTi.
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Summary

Biliary tract dysfunction is one of the most common functional disorders of the gastrointestinal tract in childhood. In clinical
practice, a combination of problems can often occur —functional pathology of the gastrointestinal tract with other patholo-
gies, sometimes with rare (orphan) diseases, which can be suspected during follow-up examination based on the results of
laboratory and instrumental studies and clinical and anamnestic data.
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The article presents a clinical case of dizygotic twins who underwent a diagnostic search from biliary dysfunction to

hypophosphatasia.

Hypophosphatasia (GFF) is an orphan disease characterized by a decrease in the level of alkaline phosphatase and sys-
temic manifestations, mainly from the musculoskeletal system, neurological symptoms, and respiratory damage. The lack of
specificity and wide variability of clinical symptoms often complicates the diagnostic process, which leads to life-threatening

conditions and disability of the patient.
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BBepeHune

I'mnodacdarasusa (IPP) - nporpeccupymolee Mera-
6omyeckoe 3aboneBaHNe, pPa3BMBAOIMECA B CIIef-
ctBue myTtanun B rede ALPL, koTopsiit kogupyet
(depMeHT — TKaHecIenUPUIECKYIO LIeTOYHYIO POc-
¢darasy (IIP), B clefcTBUE YeTO CHUXKAETCA €€ aK-
TUBHOCTb. 3a00/IeBaHNe HACTeAyeTCs IO ayTOCOMHO-
JIOMUHAHTHOMY U ayTOCOMHO-PELeCCBHOMY THUITY.
B Hacrosee Bpems oncaHo 6omee 400 MyTanuii reHa.
B Poccuiickont ®epepanym oxmpgaemMas pacipocTpa-
HéuHocTb IO 1:100000 HOBOPOXKAeHHBIX [1].

Txanecneruduueckas menounas pocdarasa- dep-
MEHT, y4acTBYomuii B iedochopunmupoBaHum HeKo-
TOPBIX COeAMHEHMIL, B OCOOEHHOCTU HEOPIaHIYECKOTO
nupodocdara (HII), nupupoxcans-5-docdara (ITJT)
n ¢pocdoaranomammuua (JA). ITu coefMHEHNUsT HaKa-
IUIMBAIOTCS B TKAHSIX M MHTUOUPYIOT IPOLIECCHI MIHE-
panMsaluy KOCTHOI TKaHu 1 3y00B. V3-3a neduiura
M nupupoxcans-5-pocdat He CIOCOOEH MTPOHNUKATD
Jepes reMaTosHIedamIdeckuit 6apbep, YTO IPUBOSUT
K fleuuTy BuTaMuHa B6, HapyIIeHNIo CHHTe3a Hell-
POMERMATOPOB ¥ HOABIEHNIO HEBPOTOTMYECKOI CUM-
IITOMAaTUKM — IMPUIOKCHMH3aBUCUMBIX CyHopor [2,3].

Knuanyeckas xaptuna OO BappupyeT B 3aBK-
CHMOCTH OT BO3pPAacTa. BrIie1A10T IepuHaTaIbHYIO,
MIIafleH4ecKyIo (MHPaHTUIBHYIO), JETCKYI0, B3POCIYIO
¢dopmbl 3aboneBanu [2,3].

IepuHaranbHas popMa MOXKeT ObITh AMATHOCTUPO-
BaHa ellje BHYTPUYTPOOHO UM CPa3y IOCIIE POXKJIEHNA.
XapakrepusyeTcs yKOpoueHeM KOHeYHoCTeit, fiedop-
Malueit CKeleTa, 3aepyKKoit BHYTPUYTPOOHOTO pas-
BUTM, MBILIEYHOJ TUIIOTOHMEI, CYJOPOraMu, JbIXa-
TE/ILHOI HEJJOCTATOYHOCTBIO B CIIE/ICTBIY IVMIIOIIA3UN
JIETKUX, He(POKaIbIIMHO30M. Y>Ke IIPeHaTaTIbHO MOTY T
6BITH [UATHOCTMPOBAHBI IIepBble epentoMsl [1,4].

Mnapendeckas popma (0 6 MecsLeB )KM3HM) IPO-
TeKaeT C PaXMTONOZO0OHOI CMITOMATUKOI — MHOXe-
CTBEeHHBIe CKe/leTHbIe iepOopMaLiny, IOBTOPHBIE Iepe-
JIOMBI KOCTejf, XpOHIYecKye 60U B KOCTAX Y MUA/ITUIL,
MHO)XECTBEHHDIII Kapyec, 0OTCTaBaHue B GU3NIECKOM
Y HEPBHO-IICUXMYECKOM Pa3BUTUY, MbIIIEYHAS TH-
MIOTOHMA, HePOKaTbIMHO3, U3MEHEHN A HEPBHOI
CHCTeMBI — [OBbILIIEHHAsI HepBHO-PeIeKTOPHAs BO3-
6yIMMOCTbD, CyJOPOXKHBIIT CHHAPOM [2,5].

Herckas popma PP nmeeT OTHOCUTENHHO Oa-
TONPUATHOE TeYeHME Vi XapaKTepU3yeTcs pasBUTUEM
KJIVHUYECKUX CMMIITOMOB B BO3pacTe ¢ 6 MecALeB JI0
18 net. K paxurudeckuM KOCTHBIM M3MEHEHUAM OT-
HOCAT fepopManiny depera, IPYAHOI KIETKY, KOCTel
Tasa, HIDKHUX KOHeuHocTeil. Co BpeMeHeM, 10 Mepe
IIPOTPeCcCUPOBAHMA OCTEOMAIALIVIN, IIPUCOCAVHAIOTCS

IIOBTOPHBIE IIEPE/IOMBI, [ake IIPU He3HAYMTETbHbBIX
TPaBMaXx, IpeXX/ieBpeMeHHOe BBIIIaleHie MOIOYHBIX
U IOCTOSIHHBIX 3y00B, CKOBAHHOCTb [IBVKEHNIT B CyCTa-
BaX, HapyIUIeHNs IIOXOAKM, 60N B KOCTAX U MBIIIIIAX,
a Tak>xe He(pOKaIbLMHO3, TUIIEpKaIbLueMus [2,5,6].

Bspocnas ¢popma — pasBuTIe KIMHUYECKOI KapTH-
HBI TPOMCXOANT B Bo3pacTe crapiie 18 1eT. XapaKkTepHO
HaJIM4Iie [ICeBIOIIEPETIOMOB, pAHHEe Pa3BIUTIE OCTEO-
I0p03a, HU3KOPOCIOCTh, APTPONATIM, MHOXKECTBEH-
HBIIL Kapec, Ipexx/ieBpeMeHHas1 moTeps 3y60B [7,8].

TsxecTb 3ab01eBaHMs B 60blIIelt Mepe 06yCIOBIe-
Ha BpeMeHeM [1e00Ta KIMHNYECKOI CYMIITOMaTUKI.
Haubornee Ts>xe10 nporekaeT NepyHATaIbHAS Y MJIa-
HeHdYecKast GOPMBI, KOTOPbIe HEPERKO 3aKaHINBAIOTCS
JIeTa/IbHBIM VICXOJOM V3-3a [JBIXaTebHBIX I HEBPOJIO-
I'MYeCKUX HapyLIeHuii [6,9].

VI3-3a mporpeccupoBaHms KOCTHBIX Aedopmarinii
B JIETCKOM U B3POC/IOM BO3pacTe IaljMeHThl MOTYT Te-
PATb MOABMIKHOCTH ¥ OIIOPOCIIOCOOHOCTD, YTO IIPUBO-
IUT K TSOKEION MHBanuausauum [2,5].

IIpu HaMMYUM BBIIIENIEPEYNCIIEHHBIX CUMIITOMOB, Pe-
KOMEH/IOBaHO JICCIIeflOBaHMe yPOBHA LieNo4Hoi docda-
Ta3bl, KoTopsiit mpy 'OD 6ypeT criken. s 6omee kop-
PEKTHOII OLIeHKM [T0Ka3aTeIsi, HeOOXOAMMO BBIIONHATD
MCCTIeIOBaHMe IBYKPATHO C MHTEpBa/IoM B 1-2 Hefrenu [1,6].

ITpu peHTTeHOIOIM4eCKOM 06C/IeJOBaHY BBISAB-
NIAETCA CHVDKEHVE MUHEPAIbHONM IIJIOTHOCTY KOCTHOM
TKaHH, pacuypenne MeTadusos, HapylIeHue occrudmu-
Kaluu, 0COOeHHO [Py BU3yaIN3aliii 30H:

e KHCTU B IIPAMOIL IPOEKIUY C 3aXBaTOM JUCTAlIb-

HOTO KOHIIa KOCTell IIpefjIiedbsi C IByX CTOPOH;

o HIJDKHME KOHEYHOCTY B IIPOEKI[UN «CTOSI» O Ta30-

BBIX KOCTEV B OJTHO IIJIEHKE;

e KOMIIBIOTEpHAsI TOMOTPadusi YeTI0CTHO-TULEBOI
obnactu;

o IAHOpaMHas peHTTeHOrpadus YencTel;

o penrrenorpadus KOCTel Ta3a C 3aXBaTOM IIOSICHNIY-

HBIX I03BOHKOB;

o peHTreHorpadus rpyAHOro OT/ie/a IO3BOHOYHIKA

B 60KOBOIT IIPOEKII M.

Jl1arHos mOATBEPXKAAETCS C IOMOIIBI0 MOJIEKYIISIP-
HO-TeHeTHYeCKOl IMarHOCTUKY IPY 06HAPY>KeHUN
myTanun B rene ALPL metogom Canrepa [10,11].

B HacTos1ee BpeMst paspaboTaHa ¥ YCIeLHO IpyMe-
Hs1eTCs pepMeHT-3aMeCTHUTE/IbHASI TePAIIVSI IIPENapaToM
acdoTaza-anbda, c HOMOIbI0 KOTOPOIT YAaeTCs HUBEIN-
poBaTh KOCTHBIE U3MEHEHsI, KYIMPOBaTh 60/IeBOI CHH-
IPOM, YIy4unTh GU3NIECKYI0 BBIHOCTUBOCTD U CKOP-
PEKTUPOBATh 3a/iepXKKy Ppusndeckoro passutus [1,6].
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PucyHok 4.

Figure 4.

166

PaspsaeHHble yyacTKu
KOCTHOI1 TKaHW B 0611acTK
MeTadu30B, «M3befeHHbIE
3NNPU3bI».

Thinned areas of bone tissue
in the area of metaphyses,
“pitted epiphyses”.
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O6cyxaeHne onncaHnA KINMHNYECKOro ciy4as

ITens Hamelt paboThI — ONMCaHUe SUATHOCTHYE-
CKOTO IOVICKA OT QYHKI[MOHATbHBIX HapyLICH NI
KeMyJOYHO-KNIIEYHOTO TPAKTA [0 AMATHOCTUKI Ce-
MeitHOro cydas runodocdarasun ¢ feMOHCTpaLueit
BaprabeIbHOCTY KIMHIYECKO CUMIITOMATUKY ¥ U~
3UTOTHBIX O/TM3HELIOB.

Ha mpueM K Bpauy racTpOSHTEpOJIOry 06paTuiach
MaMa C IByMs IeTbMU € Xa100aMJI Ha IIepYOfiIecKue
607111 B )XMBOTE, TOKA/IU3YIOLIMECs B IPaBOM NoApebe-
pbe, TOIHOTY ¥ PBOTY IOCIIe YHOTpeOIeH N B NIy
IIPORYKTOB, 6oraTeix XXypamu. CHMIITOMAaTHKA 6eCIIo-
KOUT B TeUeHNM 6 MeCsILeB, paHee He 06C/Ief0BaINCh.

ITanuent Ne 1 — ManpuumK, 4 rofja, epBbIil U3 ABOI-
HI, OT 6epeMeHHOCTH IIPOTeKaBIlell Ha pOHe aHeMUM
n orexos B III Tpumectpe. Pobl cpounsle, B cpoke
38-39 Hepenb, camonpoussonbHbie. MIIP 3640 rp.
Ouenka o mkane Arnrap 8/8 6ammos. Haxonuics Ha
CMellaHHOM BCKapM/IMBaHMUN. Beco-pocToBble npu-
6aBKM Ha IIePBOM FOIY >KU3HM B COOTBETCTBUY C HOP-
Moit. ITpu 06BEeKTVBHOM OCMOTPe — pe6eHOK acTeHIde-
ckoro tenocnoxenus. Bec 19,5 kr, poct 115 cm. Vimeer
CTUIMBI AucMOpdoreHesa — IMCIIACTUYHBIE YITHBIE
pakoBuHBL IIpy 0cMOTpe KOCTHO-MBIILIEYHO CUCTEMbI
BBIsIB/ICHA KM/IeBUAHAs feOPMAaLNI TPYAHOI KIeTKM
(puc. 1), X-obpasHas gedopmanys HIKHIX KOHEY-
HOCTeI1, IIOCKOBAJIbTyCHbIE CTOMBI (pic. 2), Kapuec
MOJIOYHBIX 3y00B, MOTOPHA s HEJIOBKOCTb. ITanbmarysa
JKMBOTA BBISIBUIA 9YBCTBUTENBHOCTD [Ipy eTanbHOM
paccmpoce MaMa OTMeTH/IA OBICTPYIO YTOM/IIEMOCTD
pebeHka, mepuogdecKe 60N B CTYIHIX.

IManueHT Ne 2 — feBoYKa, 4 rofa, BTOpasA U3 BOMHMU.
MIIP 3300 rp. OneHka 1o mkane Amrap 8/9 6asios.
Haxopmnach Ha cMemaHHOM BCKapMIMBaHuu. Beco-
pocToBbIe TpKOaBKM Ha IEPBOM TOAY XU3HM yJOB-
neTBOpuUTeNbHbIE. IIpy 06 beKTUBHOM OCMOTpE — pe-
6€eHOK HOPMOCTEHIYECKOTO TEMOCTOXKeH M. Bec 23 K,
poct 117 cm. IIpn ¢pusukanbHOM OCMOTpE BbIsIBlIEHA
X-o06pasHas gedopMalis HIXKHIX KOHEUHOCTeI], II0-
cKoBanbrycHble cromsl (puc. 3). JKubor focrymnen
TIa/TbITALIVM, MATKUH, YYBCTBUTE/IEH B TOUKe ITaIbIIa-
LMY KeTIHOTO My3bIps. [emaTocnneHoMeranym Her.
ITo ocTanbHBIM OpraHaM 1 cucreMaM 6e3 0co6eHHO-
cTeit. JJONOTHUTETBHBIX >Ka/106 MaMa He IIpebABISIA.

IIpn 1abopaTOPHO-MHCTPYMEHTAIbHOM 06CTIefO-
BaHNM y 000MX JieTeil He BBIABIEHO CYILIeCTBEHHbBIX
OTKJIOHEHUI B OOI[EeKIMHUYECKUX aHAIN3aX KPO-
BJ U MOYH, KaJIa, OJHAKO B OMOXMMIYECKOM aHaJIN-
3€ KpOBJ OTMEYEHO CHIU’KEeHJEe YPOBHA ILIeT0OYHOI
docdaraspr. [Taunent Ne 1 umen yposeus 1P 124
En/n (Hopma 142-335 en/n). ITannent Ne 2-120 En/n.
IIpy Y3-mccnenoBaHuy OPraHOB OPIOLIHOI IIOJIOCTU

BBISIBJIEHBI IPU3HAKY OMIMAPHON AUCHYHKIIUNA.
ITarmeHTaM OblIa CKOPPEKTVMPOBAaHA A1€Ta, B IEYCHUN
Ha3Ha4YeHBbl PEry/IATOPbl MOTOPUKM U >KeT4eTOHHbIE
[penaparsl.

Ha ¢one npoBoauMoi Tepanuu oTMedanach Obi-
CTpas HONOKUTeNbHaA fuHaMuka. Ho yuntbiBad Hanmm-
Y1ie I3MEHEHMII CO CTOPOHBI KOCTHO-MBIIIEYHOI CHCTe-
MBI U U3MEHEH N B TaO0PaTOPHBIX JAHHBIX, IAIIMEHTaM
IIpOBEJIeHO KOHTPOJIbHOE MccrefoBanue yposus D
B CBIBOPOTKE KPOBM, KOTOPOE IO TBEPANTIO CHIKEH e
ee yposHA. [Tannent Ne 1 umen yposens P 115 Ex/n
(Hopma 142-335 En/n). [Tagment Ne 2-119 En/n.

ITpu cbope aHaMHe3a y MaMbl (>KeHII[MHa 32 71eT),
nonydyeHa nHGOpManysa 0 MHOTOKPAaTHBIX HEMOTH-
BUPOBAHHBIX II€PENOMaX KOCTEN BEPXHUX VM HIDKHUX
KOHEYHOCTel!, KOCTell Hoca, KOTOpble iebloTrpoBann
y Hee B BospacTe 12 jieT u npofosKanuch 1o 19 ner.
PaHee 110 9TOMY IIOBOAY He 06C/IeIOBaHa.

B cBs13M ¢ 9TMM, MAIMeHTH! OBIIN HalIpaB/IeHbl Ha
MeJIMKO-TeHeTNYeCKoe KOHCY/IbTUpOBaHme. Y feTeit
U MaMBI BeIAB/IeHa MyTanus B reHe ALPL, c. 655A>G
BAapMaHT, YTO [TO3BOJIM/IO BBICTABUTD AMATHO3 — TU-
nodacdarasnus, ayTOCOMHO-TOMVHAHTHBII TUII Ha-
ClleJlOBaHMSL.

Tl MiccrenoBaHMA COCTOSIHU A KOCTHO-MBILIEYHO
Y HEPBHOJI CUCTEM OBLIO IIPOBEEHO HOMOTHUTETBHOE
o6crefoBaHMe, KOTOPOE BK/IIOYANO B cebst ompepere-
HUe YPOBHA BUTaMMHa B6 B CBIBOpOTKE KpOBHU, doc-
(dasraHONTAMIHA B MOYe, PEHTIEHOIOTYeCKOe 06crte-
TOBaHMe /151 OIIpefie/IeHIsI ITIOTHOCTY KOCTHOM TKaHIL.

ITo pe3ynbraTaM 1abOpaTOPHO-MHCTPYMEHTATIBHBIX
MeTOJI0B 06cIefoBaHMs y maryeHTa N 1 BbIsIBIeHbBI
M3MeHEHNA TPYOUYaThIX KOCTel — pa3psiKeHHBIE y4acT-
KV KOCTHOJ TKaHU B 067acTy MeTadu30B, «M3befeH-
Hble anuuss» (puc. 4). YpoBeHb 0011[eT0 KaabIus
u pocdopa B CBIPOBOTKE KPOBHU B IIpefiefiax pedepenc-
ubix 3Hayenn (Ca 2,29 mmonb/n., P 1,43 mmonb/n).
KonuenTpanus BuramMnta B6 (IMpujoKCuH) cocTaBs-
nsna 12,10 Mxr/n (pedepenc 8,7-27,2), pocasranomna-
MuHa B Moue — 19,42 mmonb/monb kpeat. (1,80-131,0).

B cBA3U ¢ MMEOIMMIICA M3MEHEHUAMY NALEHTY
Ne 1 noxasaHo HasHadeHe pepMEeHT-3aMeCTUTEIbHOII
Tepanuu nperapaTom achorasa-anbda.

[TanmeHT Ne 2 He MMeeT OTK/IOHEHUI B ITOKa3aTeNsaX
docdopa, kabiys, Butammza B6, hocdastanonamuHa.
Ha peHTreHorpaMmax Tpy64aTbIX KOCTeil MMHUMATIb-
Hble U3MEHEHU A CTPYKTYPbI KOCTHOI TKaHM.

B nHacTosimui MOMeHT manimeHT Ne 2 uMmeeT MUHU-
MasbHble posiBienus ['PD, eMy peKOMeH0BaHO IPO-
BeCTM KOHTPO/IbHOE 06CTIeIoBaHMe Yepes 6 MeCSLIEB ISt
PpelieH st BOIIpoca 0 pepMeHT-3aMeCTITe/IbHOM TepaIiii.
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BbiBOAbI

. IT® - pegkoe HacmecTBeHHOE 3a00/IeBaHIIE, KOTO-

poe MOXKeT HeOI0THPOBATh B pasHble BO3PACTHbIE
MIepYOJbL ¥ MMETb MHOTOO0OPa3HYI0 KIMHIYECKY IO
CUMIITOMATHUKY.

. Knnunyeckoe HabmogeHne HAITIATHO ZEMOHCTPH-

pyer BapMa6e}le0CTb KJIMHUYECKON CUMIITOMA-
TUKN ¥ BapUAaHTbl TEYEHN A 3aboeBaHMA y nun
C OAVIHAKOBBIM TUIIOM MYTalUN.
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K crarbe

Ot 6unnapuoit gucdyuxuyu fo runodpocdarasun (crp. 164-167)

To article

From biliary dysfunction to hypofastatasia (p. 164-167)

PucyHok 1. JNledopmauna rpyaHoi Knetku y manbunka ¢ Foo.
Figure 1. Chest deformity in a boy with GFF.
PucyHok 2.

Nedopmauua
HMXHUX KOHEeY-
HOCTell 1 NNOCKO-
BanbrycCHble CTOMbI
y Manbunka c FoO.

Figure 2.

Deformity of the
lower extremities
and flat-topped feet

in a boy with GFF.

PucyHok 3. [edopmauys HKHNX KOHEYHOCTEN 1 NIOCKOBaNbryCHbIe
cToMbl y Manbynka c FOO.

Figure 3. Deformity of the lower extremities and flat-topped feet in

a boy with GFF.
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