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Konmaxmnmuuvte dannvee: [oap bopucosrna Moecucsan movsisyan @nczd.ru

Axmyaavnocms. Aneopummsl OuaeHOCMUKY A8ASHOMCS IPPEKMUBHbIM UHCMPYMEHMOM 015 DAHHE20 8bls8AeHUS U NPABUAbHO20 MOHUMO-
PUH2A NAYUEHmMO8 ¢ PeOKOll NAmMOoA02Ueil.

Ileav uccaedosanus — uzyuume snudemuonocuyecKue, aHamHecmuieckue, KAUHUK0-a1abopamophole ocoberrnocmu 6oae3nu lowe (bI)
y demeii 6 Poccuiickoii @edepayuu (PD) ons ycosepuiencmeosanus areopumma ee OuaeHoCmuKy 8 neduampu4eckoli Ko2opme NayueHmos.
Mamepuaavt u memooot. [Iposedeno pempocnekmusroe uccaedogarnue dannvix o demsax ¢ bI, exaouennvix 6 neduampuyeckuil pecucmp
DIAY «HMHI] 300posws demeir» Munzopasa Poccuu. [lepuod yuema dannvix — ¢ 2006 no 2016 e.

Pesyasmameot. B 6aze dannvix 3apecucmpuposanst 115 demeii ¢ BI. Pacnpocmpanennocms 3aboaeéanus cocmasusa 0,32 na 100 moic.
demckoeo Haceaenus ¢ npeooaadanuem 6 Ypanrvckom u Cesepo-Kasxasckom gedepanrvhbix okpyeax. Toavko y 25 % nayuenmos ouaenos
noomeepoicoaemcs 6 meuerue 6 mec ¢ momenma nepguuno2o oopauerus. Cemelinblii xapakmep cumnmomamuky ycmatnoenet 6 22 % cay-
yaes. Knunuueckuii noaumopgusm BT npusodum k owubouHoil mpakmoexe duaeHoza npu nepeuunoli oopawaemocmu ¢ 85 % cayuaes;
npoeedeHUr) He0OOCHOBAHHBIX OUACHOCMUYECKUX U Ne4eOHbIX Meponpusmuii, 6 mom uucie xupypeuveckux, 6 70 % u 50 % cayuaeg co-
0mMeemcmeeHHo, MaKum o6pasom, npueoods K omcpouke YCMaHoBAeHus NpaguabHo2o duaeHo3a 0o 3,5 eoda u HazHaveHuo adeKeamHo-
20 neverus do 4 nem ¢ momenma obcaedosanus. Kirouegvie napamempor duaenocmuku bl éxarouarom: nopasicenue napenxumamosHoix
opearoe 6 eude cnaenomeearuu y 100 % u eenamomeearuu 'y 94,8 % nayuenmos; usmenenue eemamonoeuyecKux nokasameneil 6 guoe
anemuu 'y 86,1 % u mpomboyumonenuu 'y 91,3 %; usmenenue 6uomapkepos 6 gude nogwviuienus akmugrnocmei xumompuoszudasvly 94,0 %
u acnapmamamurompancpepasvt y 51,0 %; konyenmpayuu peppumuna 'y 70,6 %, na goue chudxcenus codepicanus icerezay 60,5 %
u hokazameneii AUnUOHoeo0 oomena (xonecmepuna y 54,0 % u aunonpomeudog gvicoxoti naiomuocmu y 85,0 %); yorunerue 6 Koazynoepamme
AKMUBUPOBAHHO20 YACMUUHOLO MPOMOONAACMUH08020 8peMeHu Y 60,2 % u npompombuposantoeo epemenu y 51,6 %; namonoeuro KocmHoi
cucmembl 8 8U0e XPOHUHECKUX KOCMHbIX 60Aeil u KocmHbix kpu306 y 43 % u 18 % 60abHbIX cOOmeemcemeerHo,; 0edhopmMayuio KoOHeHHoCmel no
muny «kon6 Ipaenmeilepa» Ha penmeenoepamme y 55,6 %, 6oenevenue yeHmMpansHol nepeHol cucmemst y nayuenmos ¢ BT 11 u IT1 munos
6 sude okynomomoproii anpaxcuu ¢ 100 % cayuaes. [Ipednosicen ycosepuiencmeosantwlii aneopumm ouaehocmuxu BI'y demeil.
Saxarouenue. Onmumusayus aseopumma ouaeHocmurku BI' 6 neduampuu nozeoaum yayuuiums oxazarnue MeOUUUHCKOU NOMOWU OemsaM
¢ dannoil opghannoti namonoeueti 6 PO.

Karouegste caosa: 6one3ns loue, duaznocmuka, demu, eenamocnieHoMe2anusl, YUmoneHus, KocmHole Kpussl, - D-eatokosudasa, cnaenskmomus
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Relevance. Diagnostic algorithms are an effective tool for the early detection and proper monitoring of patients with a rare pathology.

The purpose of the study was to study the epidemiological, medical history, clinical and laboratory features of Gaucher disease (GD) in
children in the Russian Federation (RF) to improve the algorithm for its diagnosis in a pediatric cohort of patients.

Materials and methods. A retrospective study of data on children with GD included in the pediatric registry of National Health Medical
Research Center for Children of the Ministry of Health of Russia was conducted. The data recording period is from 2006 to 2016.

Results. The database contains 115 children with GD. The prevalence of the disease was 0.32 per 100 thousand children, with predominance
in the Ural and North Caucasian federal districts. Only in 25 % of patients the diagnosis is confirmed within 6 months of the initial treatment.
The family nature of the symptoms is established in 22 % of cases. Clinical polymorphism of GD leads to an erroneous interpretation of the
diagnosis at primary reversibility in 85 % of cases; unjustified diagnostic and therapeutic measures, including surgical ones, in 70 % and
50 % of cases, respectively, thus leading to a delay in establishing the correct diagnosis up to 3.5 years and prescribing adequate treatment
up to 4 years from the date of the examination. Key parameters for diagnosing GD include: damage to the parenchymal organs in the form
of splenomegaly in 100 % and hepatomegaly in 94.8 % of patients; a change in hematological parameters in the form of anemia in 86.1 %
and thrombocytopenia in 91.3 %; a change in biomarkers in the form of an increase in chitotriosidase activities in 94.0 % and aspartate
aminotransferase in 51.0 %; ferritin concentration in 70.6 %, against a background of a decrease in iron content in 60.5 % and lipid
metabolism (cholesterol in 54.0 % and high density lipoproteids in 85.0 %), elongation in the coagulogram of activated partial thromboplastin
time in 66.2 % and prothrombotic time in 51.6 %, pathology of the skeletal system in the form of chronic bone pain and bone crises in 43 %
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and 18 % of patients, respectively, limb deformity of the type of “Erlenmeyer flasks” on the radiograph in 55.6 %, involvement of the central
nervous system in patients with type Il and type I11 hypertension in the form of oculomotor apraxia in 100 % of cases. An improved algorithm
for diagnosing GD in children is proposed.

Conclusion. Optimization of the algorithm for diagnosing GD in pediatrics will improve the provision of medical care to children with this
orphan pathology in the RF.

Key words: Gaucher disease, diagnosis, children, hepatosplenomegaly, cytopenia, bone crises, - D-glucosidase, splenectomy

For citation: Movsisyan G.B., Surkov A.N., Namazova-Baranova L.S., Savostyanov K.V. Features of the diagnosis of Gaucher disease in
children in the Russian Federation. Russian Journal of Pediatric Hematology and Oncology 2020;7(2):42—53.

Wndopmanus 06 aBTopax

I'b. MoBcuCSIH: K.M.H., Bpau-MeadaTp racTpO3HTEPOJIOTMYECKOro OTIAeAeHMs ¢ remarosnoruyeckoit rpynmoit HUW neamatpum HMULL 3mopoBbst
nieteit, accucteHT Kadenpsl dakyasreTckoil neauarpuu nenuarpudeckoro gakyinsrera PHMUMY um. H.W. Tluporosa, e-mail: movsisyan@nczd.ru;
http://orcid.org/0000-0003-2881-4703, SPIN-kon: 4478-8711

A.H. CypKoB: 1.M.H., 3aBeIyIOLINI TaCTPOIHTEPOJIOTMUECKUM OTAeIeHUeM ¢ reraronorndeckoii rpymmoit HUUM niemuatpun HMWLL 3n0poBbst aeteii,
noneHT Kadenapwl GhakylIbTeTCKON reaumatpuu  neauatpuyeckoro ¢dakynsrera PHUMY wum. H.M. Tluporoma, e-mail: surkov@nczd.ru;
http://orcid.org/0000-0002-3697-4283

JI.C. Hamasosa-bapaHosa: akanemuk PAH, a1.Mm.H., ipocdeccop, nupekrop HUW nenuarpun HMULL 310poBbst aeteid, 3aBeayoiias Kadenpoit haxkyib-
TETCKOM TieauaTpuu nemarpudeckoro dakymsrera PHUMY um. H.U. TTuporosa, e-mail: Isnamazova@yandex.ru; http://orcid.org/0000-0002-2209-7531,
SPIN-konm: 1312-2147

K.B. CaBoCTbSIHOB: K.0.H., 3aBeIyIOIINIi JabopaTopueit MOJIEKYJISIpPHOI TeHeTMKU 1 KiietouHoit 6uonornn HUW nenpuatpun HMMWLL 3mopoBbst aeteii,
e-mail: savostyanovKV@nczd.ru; http://orcid.org/0000-0003-4885-4171, SPIN-kox: 6377-3090

Information about the authors

G.B. Movsisyan: Cand. of Sci. (Med.), Pediatrician of the Gastroenterological Department with the Hepatological Group of the Research Institute of Pediatrics
at National Health Medical Research Center for Children, Ministry of Health of Russia, Assistant Department of Faculty Pediatrics of the N.1. Pirogov
Russian National Research Medical University, Ministry of Health of Russia, e-mail: movsisyan@nczd.ru; http.//orcid.org/0000-0003-2881-4703,
SPIN-code: 4478-8711

A.N. Surkov: Dr. of Sci. (Med.), Head of the Gastroenterological Department with the Hepatological Group of the Research Institute of Pediatrics at National
Health Medical Research Center for Children, Ministry of Health of Russia, Associate Professor Department of Faculty Pediatrics of the N.1. Pirogov Russian
National Research Medical University, Ministry of Health of Russia, e-mail: surkov@nczd.ru; http.//orcid.org/0000-0002-3697-4283

L.S. Namazova-Baranova: Academician of RAS, Dr. of Sci. (Med.), Professor, Director of the Research Institute of Pediatrics at National Health Medical
Research Center for Children, Ministry of Health of Russia, Head of Department of Faculty Pediatrics of the N.I. Pirogov Russian National Research Medical
University, Ministry of Health of Russia, e-mail: Isnamazova @yandex.ru; http.//orcid.org/0000-0002-2209-7531, SPIN-code: 1312-2147

K.V. Savostyanov: Cand. of Sci. (Biol.), Head of the Laboratory of Molecular Genetics and Cell Biology of the Research Institute of Pediatrics at National
Health Medical Research Center for Children, Ministry of Health of Russia, e-mail: savostyanovKV@nczd.ru; http.//orcid.org/0000-0003-4885-4171,
SPIN-code: 6377-3090

Bxkianx aBropoB

I.b. MoBcucsiH: 0630p mydauKaluii o TeMe cTaTbU, COOp MaTepuasa u aHaJIM3 MOJyYeHHBIX IaHHBIX, TOArOTOBKA CIMCKA JIUTEPATYpbl, HAITMCaHUE
TEKCTa PyKOTIMCH

A.H. CypkoB: pazpaboTka 1u3aifHa cTaTbi, HAyYHOE pelaKTHUPOBAHUE CTAThbU

JI.C. HamazoBa-bapanoBa, K.B. CaBOCTbSIHOB: aHaJIN3 MTOJYYEHHBIX TAHHBIX, HAyTHOE PENAaKTUPOBAHUE CTATHU

I studies

Authors’ contributions

G.B. Movsisyan: review of publications on the topic of the article, collecting material and analyzing the data obtained, preparing a list of references, writing
the text of the article

A.N. Surkov: article design development, scientific editing of the article

L.S. Namazova-Baranova, K.V. Savostyanov: analyzing the data obtained, scientific editing of the article

Origina

KondamkT unTepecoB. ABTOPHI 3asIBJISIIOT 00 OTCYTCTBUU KOH(bMKTa uHTepecoB. / Conflict of interest. The authors declare no conflict of interest.

®unancupoBanue. VccnenoBaHue mpoBeaeHo 6e3 CIOHCOPCKOU oanepXKku. / Funding. The study was performed without external funding.

Bgenenue

bonesus Tome (BT, rioko3uiuepaMyuaHbIi JUITUA03,
kon o MKbB-10 — E75.2 Jlpyrue cUHTOIMNUI03b1) —
Haubosee paclpoCcTpaHeHHAs ayTOCOMHO-PELIeCCUBHO
HacJieyemast JIM30COMHAsT TTaTOJIOTHsI, XapaKTepU3YIOIIAsICS
KOJIMYECTBEHHBIM U1/WIN Ka4eCTBEHHBIM Ne(pUIINTOM
aKTUBHOCTM KaTaboiamueckoro GepMeHTa TIoKoLepe-
6po3unasel (B-D-T10K03UAa3bl), YIaCTBYIOIIETO B MPO-
1ecce Jerpagaluy MpoayKTOB KJIETOYHOTO oOMeHa (Kak
MPaBWIO, KJIETOK KPOBU), YTO TTPUBOIUT K HAKOTUIEHUIO
€ro MeTaboJIMYecKoro cyobcrpaTa (TTOKoIepeOpo3uaa)
B Makpodarax 1 MOHOLIUTAX PETUKYIOIHIOTETNATHLHON
cUCTEMbl (TUCTUOIMTAX CEJIE3eHKU, KOCTHOTO MO3-

ra 1 auMbaTUIecKux y3/0B; KymhepoBCKUX KIIETKaxX
MEeYEeHU; OCTEeOKJACTaX KOCTHOW TKaHU; MWKPOTIUU
neHTpanbHol HepBHOI cucteMbl (LIHC); anbBeonsspHbIX
Makpodarax JIeTKUX; MeJaHOIIUTaX KOXW; TUCTUOIIM-
Tax TaCTPOMHTECTUHAJIBHOTO W MOYEINOJOBOTO TPAKTOB
U TIEPUTOHEYMA) ¢ TIoCJIeIyolIeit akTuBanueit T-kieTou-
HOI CUCTEMBI U CeKPelrell BOCTIATUTEIbHBIX IUTOKUHOB
U IIUTOTOKCUYECKMX MEIMATOPOB, JeXalluX B OCHOBE
MoJMopraHHoro nopaxkenus [1—-3].

[To mocnegHUM AaHHBIM, OOILIEIIOIYJISIIMOHHAS
pacrnipoctpaneHHocth BI' komeb6nercs or 0,70 mo 1,75
Ha 100 000, c HambomblIell 4acTOTONW BCTPEYAEMOCTHU
y eBpeeB-alkeHa3u — ot 1:450 go 1:2500 [1-6].
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MHoroo6pa3ue codeTaHUM pa3aIuYHBIX IPU3HAKOB
npu bI' jaet mumpokuii CrieKTp KIMHUYECKUX BapUAHTOB
3aboneBanus. TpaguunonHas Kinaccudukanus bI' ocHo-
BBIBACTCSI HA HAJIMYMU, CTETICHU BBIPAXXEHHOCTH U CKO-
poctu mopaxeHnuss LIHC [1]. Bwimensiior 3 OCHOBHBIX
KJIMHUYECKUX BapMaHTa 3a00JieBaHUS, CPEAu KOTOPBIX
BI' I Tuna (HeHeiipoHonaTuueckast ¢hopmMa) BCTpevyaeTcs
B 90—95 % ciyuaeB ¢ pacnpocTpaHeHHOCThIO 1:40 000 —
1:70 000 >XMBBIX HOBOPOXIEHHBIX, B TO Bpems Kak bI" 11
u 111 TumoB (ocTpas 1 XpoHUUYecKast HelipOHOIIaTUYECKHIE
(opMBI) COCTaBIISIIOT COOTBETCTBEHHO 1—5 % u 5—10 %
BCeX cCiayJaeB 3a00jieBaHUS, C YaCTOTOM BBISIBICHUS
1:100 000 — 1:500 000 HOBOpOXIEHHBIX [4, 5].

Jlo HacTrosImero BpeMEHM B CBSI3U C DPA3IAYHBIMU
KOMOMHALMSIMU KIMHUYECKUX IPU3HAKOB BO3HUKAIOT
cioxxHocTy B nuarHoctuke BI' u muddepenunponke ee
BapMaHTOB, BCJIEACTBME YEro psIIOM UCCaeaoBaTeseit
MPeUTOKEHBl KIacCU(UKAIIUM, BKIIOYAIOIINE TTOMTUIIBI
3a00jeBaHUs. TpyIHOCTh TMAarHOCTUKU HEPEIKO IPemo-
MpeaeIsieTCs ITUTETbHBIM KJIMHUYECKU O€CCUMIITOMHBIM
TeyeHUeM OOJIe3HU Yy MallMeHTa M TOJBKO MOAPOOHBIN
(U3UKaTbHBII OCMOTP MO3BOJISIET YCTAHOBUTH 3HAUUMBIC
OTKJIOHEHMUSI B COCTOSIHUU 3OPOBbSI.

W3zBecTHbI O0s1ee 450 pa3auuHbIX MyTaluii reHa GBA,
MPUBOISIINX K Pa3BUTUIO 3a0oieBaHUsI. «30JI0TBIM
CcTaHAApTOM» auarHocTuku BI siBisieTcss BbISIBICHUE
CHUKEHUSI akTUBHOCTU (epMeHTa [-D-rimoko3unassl
B JICHKOLIUTAX 1LIeJIbHOI KPOBM WM CYyXMX MSITHAX KPOBU
METOAOM TaHAEMHOI Macc-crekTpomeTpun. OmHakKo
Moao0Hass TMarHOCTHKA BO3MOXKHA JIMIITb B OCHAIIIEHHBIX
CrelaJbHBIM 000pyIOBaHUEM J1a00PATOPUSIX, HEPEIKO
yIAJEHHBIX OT CTAllMOHAPOB, UTO MPUBOIUT K OTCPOUKE
Ha3HauYeHUs Tepanuu [5—7].

Knuanyeckoe  MHoroo0pasue, HEOITHOPOTHOCTH
BhIpaXkeHHOCTH cuMIrToMoB bI' 1 HemocraTouHast UH(Op-
MHPOBAaHHOCTb MEIMIIMHCKOTO COOOIIECTBA O MAaTOJIOTUMN
CIyXaT TPUYMHON AMArHOCTUYECKUX OIIMOOK, HECBO-
€BPEMEHHOTO BBISIBICHUS 3a00JIeBaHUS U TTIO3IHETO Hava-
J1a 93(PHEKTUBHOI Teparnuu.

Cnexktp xamod npu bI' y pebeHka MHOrooopaseH.
3abosneBaHue HanboJIee BEPOSITHO Y MallMEHTa ¢ HEOObSIC-
HUMBIM YBEJIMUCHUEM CEJIC36HKU U TIEYSHHU, IIUTOIICHUECH
U MMOpakeHUEeM KOCTHOM CUCTEMBI. Y JieTei, B OTIMYMe OT
B3POCJIBIX, COYETAaHME OpraHOMErajllu, TeMaToJOoThye-
CKUX HApyLICHUI Y MAaTOJOTMU KOCTHOM TKaHU BCTpeya-
ercs 0oJjiee 4acTo, B OOJBIIMHCTBE CIy4yaeB 3a0oieBaHue
eOI0TUPYET AByMSI—TpeMs 1 00Jee CUMIITOMaMU, OTHA-
KO UX HeCIeUMMOUIHOCTh HE IMO3BOJISIET CBOCBPEMEHHO
MPEITIOI0XUTh IUArHO3 1 HAaIPpaBUTh peOeHKa Ha CITeII-
anu3upoBaHHoOe obciiegoBanue [8—10].

Juarnoctuka BI' cnoxHa 119  KIMHUIUCTOB,
MMOCKOJIbKY 3a0ojieBaHUE SIBISETCS PEAKUM, MMEET
MpOrpeccupyloliee TeUeHUe M XapaKTepu3yeTcsl BOBIIC-
YEeHMEM pa3IMYHBIX OPraHOB M cucTeM. Bpaum paznuu-
HBIX CITeIIMAJIbHOCTEH Yallle BCEero MCKIYAIOT APYTYIO
MMaTOJIOTUIO U TPOBOIAT MHOXKECTBO HEOOOCHOBAHHBIX
MEPOIIPUSATUIN 711 YCTAHOBJICHUS IMAarHO3a, TEM CaMbIM
OTHajsIsl MallMeHTa OT JOCTyIa K CBOGBPEMEHHON M Hall-

JIexanieil MeAUIIMHCKOM TmoMonu. B ¢Bs3u ¢ tem, urto
CILUICHOMETAaJIsI, TPOMOOILIMTOTICHUST I aHEMUSI SIBJISTIOTCST
pacrnipocTpaHeHHBIMU cuMnToMamu bI, Takux mainumeH-
TOB YaCTO HAIIPaBJISIOT K TeMaTojiory. CoriacHO JaHHBIM
MexnyHapoaHoro peructpa bI' ot 2008 r., criieHomera-
JIAST ¥ TPOMOOLIMTONIEH KT ObLIIN BBIABIEHBI Y 86 % 1 60 %
MaleHTOB COOTBETCTBEeHHO [10].

CrnengyeT OTMETUTb, UTO WM3-3a HecHelU(pUIHOCTU
cuMnToMoB BI' 1 OTCYTCTBUS HACTOPOXKEHHOCTU Bpayei
MUaTHOCTUYECKMI IMOMCK HEPeIKO MOXET IIUTHCS M0
10 steT, YTO MPUBOAUT K PA3BUTUIO Y TTAIIMEHTOB TSKEJIBIX
M Jaxe (aTaJbHBIX OCIOXHEHU. B HEKOTOPHIX ciiydasx
0OJIbHOII MoMamaeT Ha TIPHMEM K Bpauyy-CIICIIUATIUCTY YXKe
MPU Pa3BUTUU BBIPA’KEHHBIX U3MEHEHMI ¢ HEOOpaTUMBI-
MU OCJIOXXKHEHUSMHU B BUIIE KPOBOTEUEHMSI U CENTTUYECKO-
IO MOpaxKeHUsI BCJASACTBUE TSKEJIOM LIMTOIIEHUM, OCTEO-
nopo3a, TEepeIOMOB, aCeNTUYECKUX HEKPO30B KOCTEH,
JIETOYHOM TUnepTeH3uu 1 (pubposa meyeHu BCISACTBUE
HE0OOCHOBAaHHO IMPOBEIECHHON CIIeH9KToMuu. PaHHee
YCTAHOBJICHUE IIPAaBUJIBHOTO OMarHo3a B HacTosIIee
BpeMsI 00ecTieunBaeT MallMeHTOB JOCTYITHBIM BBICOKO3 (-
(beKTUBHBIM TTaTOTCHETUYESCKUM JICYCHUEM C IIPUMEHe-
HUeM (PepMEeHTHOI 3aMeCTUTEbHOI Teparuu, KoTopas
Oe3omacHa U mo3BosisieT 3 (GEKTUBHO KYITMPOBATh rera-
TOCIJICHOMETaINo0, WHOUIBTPAIMI0 KOCTHOTO MO3ra,
LIUTOTIEHUIO, KOCTHBIC KPU3bl U OCTEONEHUIO, HO IMPU
MO3AHEN MHULIMALUKY He BIUsCT Ha HEOOpaTUMBbIC U3Me-
HeHud [11—13].

Takum oOpa3om, pe3yabTaThl MEeKIYHAPOIHBIX UCCTIE-
JMIOBaHUI CBUAETEIbCTBYIOT O HEOOXOINMMOCTU aHalu3a
nnarHoctuku BI' y gereit B Poccuiickoit ®Denepannu
(P®) u ompenensior HEOOXOAUMOCTh Pa3pabOTKK aJlro-
putMa auddepeHInaTIbHON JUarHOCTUKU, OCOOEHHO
B IIEAUATPUUECKON KOTOPTE MaIlMeHTOB.

MepornpusiTus 1151 CBOEBpEMEHHOM BepU(UKALIUN
MarHo3a Ha COBPEMEHHOM 3Talle BKJIIOYAIOT CO3MaHue
anroputMoB auarHoctuku. B 2011 . P.K. Mistry et al.,
0000111B OIBIT MEXAYHAPOIHBIX HAOMIOACHUI, pa3pado-
TaJIu aJITOPUTMBI IMAarHOCTUKY U MOHUTOPHUHTA B3POCIOM
KOTropThI TTaliueHToB ¢ BT, mociie yuero asH3MMOaMarHocTu -
Ka [0 METOY CYXOl Karuii KPOBH CTaJia IETKUM U JOCTYII-
HBIM CITIOCOOOM CKpMHUMHTA 3a001eBaHus [9].

B 2014 . M. Di Rocco et al. 6611 TpeyioXKeH alropuTM
nuarHoctuku BI' y nereit, yauTeiBatomuii JaHHbIe GU3M-
KaJJbHOTO OCMOTpa M J1abopaTOPHO-UHCTPYMEHTAIBHBIX
METOHOB HuccienoBaHus. IlepBbIM KIMHUYECKUM CHM-
NTOMOM, C KOTOPBIM CTaJKMBaeTcs Bpad-Ieauarp, 1o
MHEHHIO aBTOPOB, SIBJISIETCS CIICHOMETalius, TaK Kak
oHa BcTpedaercs y 95 % mnauueHtoB. C mOMOIIBIO J1a00-
paTOpHOI NMArHOCTUKU BBISIBIISIIOTCS XapaKTepHBIE IS
BbI' usmeHeHus1 B aHanu3e KPOBU B BUAE TPOMOOLIMTO-
MeHUU U aHeMuU. JLOMOTHUTENbHBIE TUAarHOCTHMYECKHUE
MPU3HAKU TIpeCTaBlIeHbI: feopMalireit KocTei 1o TUITY
«KO0JI0 DpieHMeiiepa», KOTOpash BCTpeyaeTcsl ¢ YaCTOTOM
10 49 %; nosbilieHUeM ypoBHeil depputHa 1 TRACP;
HaJIMYMEM OKYJIOMOTOPHOI arpaKCUU 1 3aAePKKU (PU3u-
YECKOI0 pPa3BUTHUSA. ABTOPbl PEKOMEHIYIOT ITPOBOAUTH
9H3UMOIUATHOCTUKY ITPU HAJTUIUHU CIICHOMETaINu, aHe-

2 202011N



Poccuiickuii xypuan JETCKOM TEMATOJIOTUW u OHKOJIOTUU

MUY ¥ TPOMOOILIMTONIEHNY B COYETAHUM C OTHUM JOTIOJI-
HUTEIbHBIM KPUTEPUEM M MPU OTCYTCTBUM APYIUX IPH-
YUH yBeJIMuYeHUsl cene3eHku. OnHaKO TaHHbBIN alTOPUTM
UMEET PSII HeIOCTAaTKOB B CBSI3U C TeM, UTO B KauyeCTBE
HWCXOMHOTO CHUMIITOMA YYUTHIBAETCS TOJBKO CIUICHOME-
rayvsi. ABTOpbI HE pacCMaTPpUBAIOT APYTUe KIMHUYECKUE
CUMIITOMBI, HA OCHOBAaHMU KOTOPBIX Bpau-TieAuaTp A0JI-
XKeH 3anono3puth bIT 1 BBICTPOUTH MpaBUILHBINA ajro-
PUTM IUMArHOCTUYECKOTO nmoucka [14].

CoBepIlIeHCTBOBaHME aJITOPUTMOB TMAarHOCTUKH CBS3a-
HO C ITOBBIIIIEHUEM HACTOPOXKEHHOCTHU B OTHOILLIEHUM PEIKIX
Oosie3Hell. B HacTosiiee BpeMsT He M3ydeHa yacToTa BCTpe-
yaemocTu BI' y meTeil B paznuuHbIX (peepasbHbIX OKpyrax
P®, He cyilecTByeT ONTUMU3MPOBAHHBIX AJITOPUTMOB ISk
JIMarHOCTUKY 3a0oseBaHus. Bepudukaumsa bI' Ha nepBuy-
HOM D3Tare 4acTo COIpsbKeHa ¢ OOJBIINM KOJUYeCTBOM
HEOOOCHOBAaHHBIX TMarHOCTUYECKUX U JIeYeOHBIX BMeEIlla-
TEJIbCTB, OTCPOYEHHON MHULUALIMEN TEepariuid U pa3BuU-
THEM HeOoOpaTUMBIX OCJIOKHEHUM, CHIKAIOIIIUX KAYECTBO
KU3HU mauueHTa. [1oaToMy akTyaJbHBIM B HACTOSIIIEE
BpeMsI SIBJISICTCSI BOIIPOC ONTUMU3ALIMHU TTOIXOI0B K OKa-
3aHUI0 MEAULIMHCKOM TTomoliu aetsim ¢ bI' B PD.

MatepuaJjsl 1 METOIbI

Ju3zaiin uccaedosanus

[IpoBeneHO peTPOCHEKTUBHOE HCCAEAOBAaHME HaH-
HBIX O mauueHTax ¢ bI, BKIIOUeHHBIX B ITeAUaTPUISCKUI
perucrp.

Kpumepuu coomeemcmeus

B peructp BKIIOYATM JaHHBIC, TOJyYEHHBIE U3
BBIMMCHBIX SMMKPU30B 1 BpauyeOHBIX 3aKII0YCHU MMall-
€HTOB B Bo3pacTe A0 18 JieT ¢ MoATBepKACHHBIMU PE3YJib-
TaTaM¥ SH3UMOIMATHOCTUKYU U/WJIA MOJICKYJIIPHO-TeHe-
TUYECKOro HccliefoBaHus ¢ nuarHo3omM bI.

Ycaoeus nposedenus

HccnenoBanue mpoBoAuIuM Ha 0a3e racTpOIHTEPO-
JIOTUYECKOIO OTHEJECHUS C IenaToJOTMYEeCKON Ipynmoun
®IAY «<HMMUI 3noposbst nmereit» Munznpasa Poccuu
(HMHULI 31). ITpoaHanu3upoBaHbl JaHHbIE MALIMEHTOB,
HabromaBIIKMXCs B nepuof ¢ siHBaps 2006 L. o siHBapb
2016t

Memoouxa coopa ungpopmauuu

[TpoBeneHO peTPOCIIEKTUBHOE UCCIeIOBAaHUE TaHHBIX
o netsx ¢ BT, BKIIIOUeHHBIX B PETUCTD.

1. AHammu3 >OUAEMUOJOTMYECKMX acrekTtoB bI'
y geteii B PD: mpoBeneH pacdyer IokasaTesieil pacripo-
CTpaHeHHOCTU U 3aboneBaemoct bIT B menom u mno
OTHEJbHBIM (hbenepaqbHbIM OKPyTraM, OlLleHKa JUHAMUKU
BBISIBJIIEMOCTH 3a00jieBaHMS Ha OCHOBAaHMM HaHHBIX
HMMUILI 3/1 u PenepanbHOR CIYKOBI TOCYIapCTBEHHOM
CTaTUCTUKU PD.

Jna pacueta TIOKazaTelss pacIpoOCTPaHEHHOCTHU
u 3abojeBaemoctu neteit ¢ BI' B PO ucnoib3oBaiu gaH-
HBbIE CPEIHETOMOBOM YMCICHHOCTHU ACTCKOTO HaceJleHUs
(B Bo3pacte mo 17 met 11 mecsaineB 29 nHeit) HA MOMEHT
1 auBapst 2016 . B KaxmoMm ¢enepaibHoM okpyre PD,
noayyeHHble DenepanbHOM CIIy:K00M rocynapCcTBEHHOMN
cratuctuku PD [15—17].

ITokazarenb pacCUMTHIBAIN O (hOPMYIIE:
Y =nx10°/N, tue

Y — mokazaTtelsb 3a00JIeBa€MOCTH,/PacIIpOCTpaHEHHO-
ctH, paccuntaHHbiii Ha 100 000 geTckoro HaceaeHus

n — umcio gereil ¢ BI' BepBbie BBHISIBICHHBIX/0011IEE
Ha YKa3aHHBIN IIEPUO/;

N — cpenHeromoBasl YMCJIEHHOCTh IETCKOIO Hacese-
HUs.

2. Ouenka ocobeHHocTe# nuarHoctuku bI'y nereit
B P® — mnpuuumHbl OOpalieHusi TMalMeHTOB, CIIEKTP
KOHCYJIBTUPYIOIIUX CIEeIIMAIMCTOB, CIOCOOBI TEpPBUY-
HOTo 0O0CJeIOBaHMS, OIIMOOYHBIC AMArHO3bl, YacTOTa
¥ MHOroo0pa3ue KIMHUKO-I1a00paTOPHBIX IMTPU3HAKOB Ha
aTare NOCTaHOBKU AMarHo3a.

3. Jlng ycoBepileHCTBOBaHUs auarHoctuku BI' 3a
OCHOBY B34IT aITOPUTM, ITpeiyioxkeHHbI M. Di Rocco et al.
B 2014 . Ha ocHOBaHMUM aHa/IM3a OCOOEHHOCTE! TUarHoc-
TUKH, YaCTOTHI MEPBUYHBIX CUMIITOMOB U Y4€Ta COCTOSI-
HUSA KIMHUYECKOU M TapakJIMHUYECKOU IUAarHOCTUKU
BI' B oTeuecTBEeHHOI MeAMAaTPUM Ha COBPEMEHHOM 3Tarie
MpoBeleHa ONTUMU3ALIMS AJIrOPUTMa TUATHOCTUKU, TIe
B KQYEeCTBE MCXOMTHBIX JaHHBIX YIUTHIBAIOTCS aHAMHECTH -
YecKre, KIMHUKO-Ta00paTOpHble M MHCTPYMEHTAIbHBIE
npu3HaKy 3a0oyieBaHusd [14].

4.  PerucTp malMeHTOB CO3[aH C MCIOJb30BaHUEM
nporpamMHoro obecrieueHuss MySQL (Oracle, CIIIA).

Pe3syabraTsl

Cpenu 115 maumeHTOB, HAOMIOMABIIMXCS B OTHEC-
HuUU, 3a0o0jieBaHUE ObLIO IIEPBUYHO BepU(PULIMPOBAHO
y 20 (17,4 %) nereii, B TOo Bpemsi Kak 95 (82,6 %) nereit
MOCTYIWIM C JAMAarHO30M, YCTAHOBJICHHBIM IO MECTYy
JKUTEIbCTBA.

Dnudemuoaoeusn 6oaesnu lowe

ITo yucny 3apeructpupoBaHHbIX aeteil ¢ BI' B PO
3a nepuog ¢ 2010 mo 2016 . oTMeYeHa MOJOXUTEIbHAS
JMHAMUKa II0Ka3aTeseil pacrpoCTPaHEHHOCTH I1aTOJIO-
rum 1 3abojeBaeMocTH (puc. 1).

K 1 suBaps 2016 1., mo nanHbIM DeiepaibHOM CyKObI
rocyaapCTBEHHOM CTaTUCTUKU, Ha TeppuTopun PD 3ape-
ructpupoBanbl 136 nereit ¢ BI. B utore o61as pacmnpo-

160
140
120

LLLLLLL

2010 | 2011 | 2012 | 2013 | 2014 | 2015 | 2016
B PacnpocTpaHeHHOCTb

o o

MauueHTbl, N
Patients, N

o o

Prevalence 95 104 116 111 104 124 136
M 3abonesaemocTb 15 14 12 15 16 18 23
Incidence

Mepuopa, perncTpaumm gaHHbIX, rogbl
Data logging period, years

Puc. 1. Ilokazamenu 3aboreéaemocmu u pacnpocmpanenHocmu bI'y demeii
(Oannbie 3a 2010—2016 22.)

Fig. 1. The incidence and prevalence of Gaucher disease (GD) in children
(data for 2010—-2016)
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Poccuiickuii xypHan JETCKOW TEMATOJIOTUY u OHKOJIOTUU

CcTpaHeHHOCTb 3ab6oseBaHus cocraBuiia 0,47 Ha 100 ThIC.
nerckoro HacejeHus. CaMblii BBICOKMI YPOBEHb pacipo-
CTpaHEHHOCTU OO0JIe3HM OTMEYeH B YpaibCcKoM (ene-
painbHOM okpyre — 0,68 Ha 100 ThIC. IETCKOrO HaceJeHusI,
caMblii HU3KUiK — B JlanbHeBOCTOYHOM enepaibHOM
okpyre, rae coctaBua 0,31 Ha 100 ThIC. IETCKOTO Hacese-
Hus (Tabm. 1).

Takum oOpa3oMm, AaHHBIE IO YUCIEHHOCTU JeTeit
¢ bI' B PO He oTpaxaroT UICTUHHYIO paclipoOCTPaHEHHOCTh
MMaTOJIOTUM B Hallleli cTpaHe, MOCKOJbKY IPU COMOCTaB-
JICHUM TIOJIyYEHHBIX DPE3yJbTaTOB CO CTAaTUCTUYECKUMU
MOKa3aTeIsIMM  3apYOCXKHBIX TOCYIapCTB CO 3HAYUMO
MEHBIIIE YMCIEHHOCTbIO HAaceJeHHUs TOJIydeHBI Oosee
Huskue udpbl [18]. YcraHoBlIeHHBIE pa3IuyuUs MOTYT
OBITh CBSI3aHBI C OTCYTCTBHMEM HEOHATAJIbHOIO CKPUHMHTA
st BI' B PO, cyiiecTBEHHOM TMIIOAMAarHOCTUKOM TTATOJIO-
MU M HEBKJIIOUEHMEM B aHAJIU3 TAlIMEHTOB cTapiie 18 jet.

Anamuecmuueckue ocobennocmu

ITo mannbIM aHanmu3a 115 uctopuii 60JIe3HN MPUIUHOMK
Hayaja o0OcyeoBaHus Yy OOJIBIIMHCTBA IeTeil ObLIO yBe-
JIMYEHNE XXMBOTA 3a CUET IeraToCIUIEHOMETaluu, reMop-
paru4eckKoro CMHAPOMa B BUIE HOCOBBIX KPOBOTECUCHMI
M TIOAKOXHBIX reMaroM. Y 50 % malyeHTOB H3MeEHe-
HHUS B T€MaTOJOTMUYECKMX IOKa3aTeasX B BUIE aHEMUM
WU/WIA TPOMOOILIMTONIEHUU U CIUICHO- M/WJIM reraToMe-
raJiii OBLIM BBISBIACHBI TIPU AMCIIAHCEPHOM OCMOTpPE
y Bpava-mieiuaTpa B XOIe PYTMHHBIX MCCIIEIOBaHUA,
ay 28 % nereit — npu 00CIeIOBAaHMU B CTallMOHApPE 110
MMOBOY MHTEPKYPPEHTHON MAaTOJIOTMU, Hanbojee 4acTo
MNPEICTABJIEHHOM B BUIE PECIIMPATOPHON WM KUILEYHON
nHbeKInu. B ¢BSI3M ¢ OTITOIIEHHBIM CEMEMHBIM aHaJIM -
3oM 110 BI' 6pu1M o6¢cnenoBanbl 8 % neteii (puc. 2).

B 1enom Ha sTane IMarHOCTUYECKOTO MOMCKA IMallk-
€HThl OBbLIM KOHCYJIBTMPOBAaHBI BpauaMu 8§ pa3IMyHBIX
crnelnuaabHOCTe, KaXIblii peOeHOK ObLI OCMOTPEH
BpauamMu He MeHee 3—4 crmeumanbHocTeil. C yyeToMm

100
90 |
80 |
70 |
60
50
40 |
30 -
20 -
10 |

Cnnexomeranus

[enatomeranus

TpomBouuToneHus

YBenu4eHue xusota

NaumenTsl, %
Patients, %
YacTble 0CTpbie PecupaTopHble MHAEKLMA

3apepxKa (13M4ECKoro passuTHs

Focnutanusaums

Hocosble kposoTeueHus
ACTEHUYECKUI CUROPOM

[Dvcnancepusauns

HacnepctaenHocTs
CuHapom aucnencun

KocTHble Gonm
KocTHble kpu3bl

Matonoruyeckie nepenomb!

Hospitalization
Medical examination
Heredity

Belly enlargement
Dyspepsia syndrome
Nose bleeds
Asthenic syndrome
Bone pain

Bone crises

Anemia
Thrombocytopenia
Hepatomegaly
Splenomegaly

Pathological fractures

Delayed physical development
Frequent acute respiratory infections

Puc. 2. [Ipuuune: obcaedosanus y demeii ¢ bI' 6 debiome 3abonesanus

Fig. 2. Reasons for examination in children with GD in the debut of the disease

0COOEHHOCTE MEepBUYHONM IUarHOCTUKM B Pd Bce
GoJIbHBIE OBUTM KOHCYJIBTUPOBAaHBI BPAauOM-IIEIUATPOM,
94 (81,2 %) nmauuveHTa B CBSI3U C BBISBJIEHUEM LIUTOIIE-
HUYECKOTO M TeMOpparnyeckoro CHUHAPOMOB, CILJIe-
HOMETaJui ObLIM HampaBiIeHbl K Bpady-reMaToJiory,
65 nereit (56,5 %) npu 0GHAPYKEHUU IeNaTOCIIJIEHOME-
raJimi ObUTM OCMOTPEHBI BPauOM-TaCTPOSHTEPOJIOTOM;
YUMTBIBAsI HAJTMUKE OCTPBIX 00Jieli B KOCTsX, 23 (20,0 %)
pebeHKa ObLTM KOHCYJIBTUPOBAaHBI BpPavyOM-OPTOTIE-
JIOM/XUPYPrOM; 3a7epXKa ICUXOMOTOPHOTO pPa3BUTHS
y 22 (19,1 %) mauueHTOB Ipemonpenenia obpaiiae-
MOCTb K Bpauy-MncUXoHeBpojory (TadJ. 2).

Bpauebnoie omubxu na smane ycmanoeaenus ouaznosa

B xome nuddepeHIMaTIbHO-IMATHOCTUYECKOTO
noucka y OojbliMHcTBa aeteid ¢ BT mepBoHauyanbHO
OBLIM YCTAaHOBJICHBI OITMOOYHBIE AMATHO3bl M Ha3HaUYeHa
HeBepHas Teparnusi. Haubosiee 4acTo IeTsSIM ycTaHABIM -

Ta6muna 1. Pacnpocmpanennocmos bI'y demeii na meppumopuu PD (no dannwvim na aneaps 2016 e.)

Table 1. The prevalence of GD in children in the territory of the Russian Federation (according to data for January 2016)

LleHTpanbHBII

Central 070337! B
Cenepo-3anambrii 2471176 9
Northwestern

OB 3161 164 L
South

CeBepo-Kapkasckuit

North Caucasian 2022077 .
TpuBomKCKHiA 5878008 A
Volga

Ypasbekuii 2655059 =
Ural

Cubnpeknit 4212779 26
Siberian

JlanbHEBOCTOYHBII

Far Eastern 10 E '
Bcezo

B 29014 468 136

17,7 0,36

> »

6,6 0,36
13,2 0,57
9,6 0,50
17,7 0,41
13,2 0,68
19,1 0,62
2,9 0,31
100 0,47
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Ta6mna 2. Cneicmp spaveﬁ—cneuuaﬂucmoe, npednoxzaeae/nbtx namono2uii u Ne4eHus Yy nayuernmoes ¢ BT na smane duaenocmuueckoeo noucka

Table 2. Range of medical specialists, suspected pathologies and treatment in patients with GD at the stage of diagnostic search

KenesoneduimrHas aHemust, THGEKIIMOHHBII MOHOHYKJIEO3,
rnapasuTapHasi UHBa3MsI
Iron deficiency anemia, infectious mononucleosis, parasitic invasion

TMeauatp (100 %)
Pediatrician

TIpemnapatsl xene3a
Iron preparations

TIpemapaTsl Xxene3a, TpaHChy3UM KOMITO-
HEHTOB KPOBH, TTTIOKOKOPTHUKOCTEPOUIBI,
CIUIEHIKTOMHUSI, XUMUOTEPATTHsI
Iron preparations,
transfusion of blood components,
glucocorticosteroids, splenectomy, chemotherapy

KenesonedurmrHas aHemusi, TeMOGIACTO3, UMMYHHAast TPOMOO-
LIUTONEHMSI, TMCTUOLIUTO3
Iron-deficiency anemia, hemoblastosis, immune thrombocytopenia,
histiocytosis

Temarosor (81,2 %)
Hematologist

BupycHBbIii renaTut, LUPPO3 ¢ MOPTAIbHOM IUMEPTEH3UEH,
BPOXIEHHBIN (rOpPo3 neueHun
Viral hepatitis, cirrhosis with portal hypertension, congenital liver
fibrosis

TenaTonpoTeKTOpbl, MPOTUBOBUPYCHbIE
TpernapaThbl
Hepatoprotectors, antiviral drugs

Tactposntepodior (56,5 %)
Gastroenterologist

Xupypruyeckoe jiedeHue, aHTUOaKTepraabHas
Teparusi, TITIIOKOKOPTHUKOCTEPOVIBI
Surgical treatment, antibiotic therapy,

glucocorticosteroids
HootporHasi Tepanusi, peabunuranms

OCTeOMMENT, PEaKTUBHBII APTPUT, FOBEHUIIbHBII
PEBMATOMIHBIN apTPUT
Osteomyelitis, reactive arthritis, juvenile rheumatoid arthritis

Opronen/xupypr (23,5 %)
Podiatrist/surgeon

Icuxonespoor (20,0 %) TlepunatanbHoe nopaxenue LIHC, 601e3Hb HAaKOTUIEHUS

Neuropsychiatrist Perinatal damage to the central nervous system, accumulation disease Nootropic therapy, rehabilitation
Tenerux (14,0 %) bonesnb Humanna—ITuka, 601e3Hb HAKOTUTEHUST
Geneticist Niemann— Pick disease, accumulation disease
AHTHOIPOTEKTOPBI, CKIIEPO3MPOBAHUE

OTOPUHOJAPUHTOJIOT
(13.0 %) PenmnuBupyroliiie HOCOBblE KDOBOTEUEHUS cocynoB 30HbI Knccenbbaxa

o . Recurrent nosebleeds Angioprotectors, vascular sclerosis
Otorhinolaryngologist

Duuokpunonor (6,1 %)

of the Kisselbach zone

3anepxka hU3nIecKoro pa3BUTHs

Endocrinologist Delayed physical development
Odranbmortor (5,2 %) [TepunaranbHoe nopaxenue LLTHC
Ophthalmologist Perinatal damage to the central nervous system

Pesmarosnor (1,7 %)

HOBeHUTbHBIN PEBMATOUIHBIN aPTPUT, AHKUIIO3UPYIOIIUIA
CIIOHMUIOAPTPUT

HecrepouHbie MpOTUBOBOCTIATUTEIbHBIE
Tperaparsl

iHre e Juvenile rheumatoid arthritis, ankylosing spondylitis Nonsteroidal anti-inflammatory drugs »
Hepmatouor (1,7 %) HapyieHue nurMeHTalnum, reMopparu4eckuii CMHAPOM 2
Dermatologist Pigmentation disorder, hemorrhagic syndrome .§
| P
-

BaJIn JUAarHO3 FCM06H30T033, }KCJICSOI[C(I)I/IHI/ITHOI‘/JI aHe- n aHTI/I6aKTCpI/IaJ'ILHaH TEparuga Ha3Ha4YCHa 7 OOJIBHBIM. g
MUM WU OOJIE3HU TeYeHU HesiICHOM aTtuonoruu. Takxke B pesynabraTe olIMOOYHON MHTEpHpeTaliuui MOP(OIOTH- =
nepeyeHb MpeanojaraeMbix AMarHo3oB y aeteit ¢ BT  deckoil KapTUHBI acupara KOCTHOroO Mo3ra 1 pedeHKy g

BKJIIOUYAJT MH(PEKIIMOHHBIE, METa0OJIMIYEeCKIE, TeMaTOJI0-
TMYeCcKre U ayTOMMMYHHBIE 3a00J1eBaHNS.

Tak, y 30 (26,1 %) oGcrnemoBaHHBIX AETE CHIUKE-
HUE KOHIICHTPAIMU TeMOIJIOOMHA OBIJIO paclieHeHO Kak
Kene30aeUITHAasT aHeMUsI C TIOCEeMyIOIMM Ha3Ha-
YeHHeM MperapaToB Xeje3a, Ha (OHe MmpremMa KOTOPBIX
HE BBISIBJIEHO IOJOXUTEIbHOM AuHamMuku. Y 6 (5,2 %)
MaIMeHTOB B Bo3pacTe oT 3 1o 10 JieT B CBSI3M € BhIpaXKeH-
HOW CIUICHOMETAJIUEN U TSKEJIOW LIMTONEHUEN 10 MECTY
JKUATEIBCTBA  OIIMOOYHO IPOBEACHA  CIUICHIKTOMMUSI.
Hanuuwre remaTocruieHOMeraJiMv W/WIv MaHIMTOIICHUN
y 58 (50,4 %) neteit OBUIO BOCIPUHSATO KaK TEUEHUE
OHKOTeMaToJIOTU4YecKoro 3aboneBaHus. Lluppo3 neyeHu
C TIOPTaJIbHOM TWUIEepTeH3Uel ObUI OIMOOYHO ITHarHO-
ctupoBaH y 15 (13,0 %) nereit, renaTuT MHGEKIIMOHHOMN
stuosorun — y 49 (42,6 %). Y 11 (9,6 %) mauueHTOB
KOCTHBIE KPM3bI TPAKTOBAIM KaK TEUEHHE OCTEOMUEITH-
Ta, MTO3TOMY OIlEpPaTUBHOE JICUCHUE ITPOBEACHO 4 MEeTIM,
JIeYeHUEe TIIIOKOKOPTUKOCTEpOUIaMM — Yy 2 TIallMeHTOB

OblIa TIpOBeJcHAa XMMKOTEparus. B cBsI3M ¢ HEYCTaHOB-
JIEHHOM TPUYMHON LIMTOITEHUU 3 IeTSIM ObLIN TIPOBEACHBI
nepearMBaHusI KOMIIOHEHTOB KPOBU (CM. TaoI. 2).

Hecmorpss Ha TO, UYTO SH3MMOAMArHOCTHKA
noctynHa ¢ Havana 1970 ., MyHKIMS KOCTHOTO MO3Ta
y 74 (64,3 %) mauueHTOB ObLIa BEAYIIUM MEPBUYHBIM
JUarHOCTUYECKUM TecToM, npuyeM B 12 (10,4 %) cay-
yasiX OHa MPOBOAMJIACH TOBTOPHO. Kak BuaHO U3 puc. 3,
¢2000 1m0 2015 . ;TaHHBII TUarHOCTUYECKUI METO SIBJISUICS
MPEBAMPYIOITUM TIPU TIEPBUYHOM OOCJIEIOBAHUM B CBSI-
31 C TeM, 4To B auddepeHInaTbHO-IMarHOCTUYECKOM
MOVCKe Ha 1-M MecTe CTOSIIO MCKIIIOYeHUE OHKOTeMaTo-
JIOTMYECKOM MaToJIOTHH.

B Gonee penkmx cirydasix NpeaBapUTEIbHBIN aua-
THO3 OCHOBBIBAJICS Ha OMMCAaHUU MOPGOJTOTUISCKOTO
MaTepuajga OMONTATOB IMEYeHM WU yHaJeHHOM ceie-
3eHKU. DH3UMOIMATHOCTUKA B OOJIBIIMHCTBE CIIyvyacB
MPUMEHSIACh B Ka4eCTBE MEPBUYHOIO METO/IA TOJBKO
y TTAlIMEHTOB C OTATOIIEHHOM HacenCTBeHHOCThIo 110 BI.
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W OH3umoamarHocTuka
Enzyme diagnostics

 Buoncus nevexn
Liver biopsy

B CnneHakTomMus
Splenectomy

B [TyHKUMS KOCTHOTO Mo3ra
Bone marrow DLIHCTUTE

Yucno naumneHToB
Number of patient’s
N
w

35
30
20
15
10

5

0

2000-2003 2004-2007 2008-2011 2012-2015
Moabl nepBMYHON ANArHOCTUKN
Years of primary diagnosis

Puc. 3. Cnocobvt nepeuunoii duaenocmuku BT 3a nepuod ¢ 2000 no 2015 e.
Fig. 3. Methods of primary diagnosis of GD for the period from 2000 to 2015

Kaunuueckue nposeaenus 6oaesnu Iowe

Hawubosee yacto knnHudeckas kaptuHa bI™ iposiBisi-
JIach YBEIMICHUEM CeJIe3¢HKU U TIeueHu (puc. 4), cpenu
IPYTUX JTaO0OpaTOPHBIX MapKepOB OTMEUEHBI TPOMOOIIH-
TOIICHUS U aHeMus (puc. 5). YcTaHOBICHBI XapaKTepHBIC
s BI' uaMeHeHUs OMOXMMUYECKUX MoKa3aTesel: CHU-
XEeHUe YpOBHEI X0JIeCTeprHA, JUMOINPOTEUIOB BHICOKOM
rmotHoctu (JITIBIT), xene3a v moBbIlIeHNE aKTUBHOCTH
XUTOTPUO3MOA3bl, acmapraTamMmuHoTpaHcdepassl (ACT)
1 KOHIIEHTpaluu GpeppuTHA. B KoaryiaorpamMMe BBISB-
JieHo ymmuHeHue mporpomodbuHoBoro (I1B) u aktusu-
POBAaHHOTO YAaCTUYHOTO TpomOoruiacTuHoBoro (AYTB)
BPEMCHHU.

Onmumusayus aseopumma ouazHoCmuKu

Jist onTuMU3aluuK paHHel nuarHoctuku bI'y nereii
HaMy ObUIM TpoaHaJM3UPOBAaHbI aHAMHECTUYECKHE
MaHHBIC TAIIMEHTOB, BKIIIOYAMOIIAE WHOOPMAIINIO
0 MepuHaTaIbHOM aHaMHe3€, HaCJIeACTBEHHOCTH, TIpU-
yuHax obcienoBaHus, CpoKax edloTa U YCTaHOBJIEHUS
IrarHo3a, o0pamraeMOoCTH K BpadaM Pa3INIHBIX CITCIIH-
aJIbHOCTEM, NMAarHOCTUYECKUX M JIEYEOHBIX OIIMOKax.
[lepeyenp crenMGUIHBIX CHUMIITOMOB COCTAaBIIEH Ha

Cnnexomeranvs GGG 05
Splenomegaly

CnneHakTomusi il 5
Splenectomy
lenaTomeranvs I 92
Hepatomegaly
AcTeHundeckui CHAPOM I 87
Asthenic syndrome
'emopparuyeckuit cuiapor I 61
Hemorrhagic syndrome
Bapepxka durandeckoro passuTus I 47
Delayed physical development
KocTHas 6onb 43
Bone pain
KocTHble kpusb! Il 18
Bone crises
MaTtonornyeckne nepenomsl il 4
Pathological fractures
Konbbl SpnexHmenepa 56
Erlenmeyer Flasks
MnepnurmeHTauma koxv N 16
Skin hyper pigmentation

OkynomMoTopHas anpakcus 16
Oculomotor apraxia
Crpabusm 10
Strabism
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Puc. 4. Knunuueckue npusnaxu BI' npu nocmynaenuu ¢ HMHUI] 371

Fig. 4. Clinical signs of GD upon admission to the National Health Medical
Research Center for Children
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Fig. 5. Laboratory signs of GD upon admission to the National Health
Medical Research Center for Children

OCHOBAaHMHM aHaJlK3a OTEYECTBEHHBIX U MHOCTPAHHBIX
JINTEPATYPHBIX MCTOYHMKOB M COOCTBEHHOIO OIIbITA
paboThel ¢ neTbMmu, ctpanatomumu bI. T1poBeaeHa oneH-
Ka pe3yJIbTaTOB KIMHUYECKOTro 1 J1abopaTOPHO-UHCTPY-
MEHTaJIbHOIO 00C/Ieq0BaHUs MALMEHTOB IPM I1OCTa-
HOBKE JMarHo3a C BbISBJICHMEM HauboJjiee KIIIOUYEBBIX
MPU3HAKOB MCCIEAYeMON MaTOJOTMU B COMOCTaBICHUM
C JaHHBIMU MEXAYHAapOAHBIX MCCEIOBAaHMUI, HA OCHO-
BaHUM YErOo ONTUMU3UPOBAHBI AJITOPUTM JUATHOCTUKU
BI' y nereii, npeacraBieHHbIN Ha puc. 6.

Oo0cyxnenne

BI' gaBngerca Hambosiee pacnpoCTpaHEHHOU JM30-
COMHOM MAaTOJIOTUEMN, XapaKTEePU3YIOLIECUCI TeHACHUIUEH
K XpPOHM3allMM U BBICOKOM YacTOTOW WHBAUIUAU3ALUUA
B CBSI3U C TIO3[HEI IMAarHOCTUKOI. DTO OOyClaBIMBaeT
HEOOXOAMMOCTh CBOEBPEMEHHOTO BBISIBICHUSI U Jieue-
Hus 3aboseBaHus. Ha ocHoBaHMM paHee IPOBEIEHHBIX
MEKIyHAPOIHBIX M OTEUECTBEHHbBIX MCCIeA0BaHul B PD
COXpaHsSIeTCs] HEeIOIMarHOCTMPOBAHHOCThH 3a00JIeBaHus,
HealeKBaTHBIN y4YeT NaHHBIX O €ro TEeYCHUHU, OCOOCH-
HO B MeIMaTPpUUECKONM KOTropTe MAllMeHTOB, W BBICOKAs
YacTOTa HEOOOCHOBAHHBIX TUATHOCTUIECKUX U JIEYCOHBIX
BMeIIaTeIbCTB. [IprMeHsIieMble B HacTOsIIee BpeMs ajiro-
PUTMBI TMATHOCTUKHU TaliMeHToB ¢ BI' opreHTHpOoBaHbI
MPEeUMYILIECTBEHHO Ha B3POCJBIX OOJTbHBIX M HE YUUTHI-
BalIOT OCOOCHHOCTHU TEeUeHUs 3a00JieBaHUSI B IeAUATPU-
YeCKOI KOropTe, YTO MPEeaoIpeaenio aKTyaIbHOCTb X
IOpabOTKU U ONITUMU3AIIMY B COOTBETCTBUU C YCIIOBUSIMU
OKa3aHMsI MEIULIMHCKOM IMoMOoIIu aeTsiM B PD [1-3].
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Fig. 6. Algorithm for diagnosing GD in children
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Kaxk usBectHo, BI' xapakTepusyercss ayrTocoMHO-pe-
LIECCUBHBIM TUIIOM HAcCJIeJIOBaHUSI, OMHAKO HECMOTPsI Ha
9TO IIPU aHAJIN3e aHAMHECTMYECKUX JAaHHBIX YCTaHOB-
JIEHO, 4TO Yy Kaxaoro 5-ro nanueHTa (24 u3 115, 20,9 %)
ObLIa OTSITOLIEHA HACASICTBEHHOCTD I10 JaHHOMY 3a00J1e-
BaHUIO, U3 HUX Yy 23 — cpely YWIEHOB CeMbM 1-i1 TMHUM
poncTBa (BKIr04as 22 cubcoB U 2 poauTeneil) ny 1 pedeH-
Ka — cpeay poJCTBEHHUKOB 2-1i TuHuu. Poxnenue nereit
¢ BI' or Gnu3kopoacTBeHHOro Gpaka Mo MaTepUHCKOM
JIMHUU ObLIO 0TMe4eHO B 5 (4,3 %) ciiy4asix.

AHanu3 nTMHaMUKK KayecTBa nMarHoctuku bl 3a mepu-
ox ¢ 2010 o 2016 1. mokasa MoJOXUTEIbHYIO TEHAECHLINIO
B paHHEH BBISIBJISIEMOCTH IATOJIOTMU, YTO Hanbosiee Bepo-
SITHO OOYCJIOBJIEHO YBEJIMYEHHUEM YMUC/Ia U JOCTYIHOCTU
JTabOpaTOPHBIX CIYKO M TOBBbIIIEHMEM WHMOPMUPOBAH-
HOCTH O 3a00JIEBAaHUU CPeIr MEIULIMHCKUX PaOOTHUKOB,
HMMEBIIIUX OIBIT BeAeHUs naimeHToB ¢ bI.

C y4eToM YMCICHHOCTHM OETCKOTO HaceJIeHMs (B BO3-
pacte mo 17 met 11 MecsieB 29 gHeil) B KaxaoMm dene-
panbHOM okpyre Ha 1 sHBaps 2016 ., paccuMTaHHOI
denepanbHON CIYKO00i TOCYIapCTBEHHON CTaTUCTUKU
P®, Gbuin ompeneneHbl MoKasaTead 3a00JIeBaEMOCTHU
u pacrpoctpaHeHHocT BI' Kak B 1ieloM B cTpaHe, Tak
1 pasnellbHO 1o (eaepadbHBIM oOKpyram. HaubGoinee
BBICOKME TTOKa3aTesiM pacripoctpaHeHHoctu bI' y mereit
3apeructpupoBabl B FOxxHOM U YpanbckoM (enepaib-
HbIX okpyrax — 0,16 u 0,68 Ha 100 000 geTckoro Hacee-
HUSI COOTBETCTBEHHO, a HAaMMEHbIIKME 3HAYCHMS I1OJIY-
yeHbl B JlaabHeBocTOUHOM (heaepaibHoM okpyre — 0,31
Ha 100 000 merckoro HaceneHusi. CpegHue IToKasaTeln
3aboneBaeMOCTH U pacnpoctpaHeHHocTn BI' y nmereit Ha
tepputopun P® cocrasunu 0,08 u 0,47 wa 100 000 mer-
CKOT'O HaCeJEHUSI COOTBETCTBEHHO.

Henb3sa He oTMETUTD TOT (PaKT, YTO HapaBHE C TAKUMU
crpaHamu, kKak Iepmanus, Kuraii, Unnousa, Uanonesus,
obmiee yncio namueHToB ¢ bI' ocTaeTcs HeycTaHOBICH-
HbIM U B P®. 1o 1aHHBIM 3MUAEMUOJOTMYECKUX UCCIIC-
JIOBAaHMI1, IPOBEICHHBIX B OTAC/IBHBIX CTPaHAX 3a IEPHO
¢ 1999 mo 2010 r, pacnpoctpaHeHHOCTh Bl cocraBumia
1,16—1,75 na 1 muaH Hacenenus. Hapsiny ¢ oTuM B psiie
crpaH (ABctpanusi, Hunepiannel, TaiiBaHb) mis pelie-
HUS MPOOJIEMbI TUIIOAMATHOCTUKM maTojoruu ¢ 2012 mo
2014 1. BHeApeHbI MMIOTHBIE IMTPOrpaMMbl HEOHATAJbHOTO
CKPUHMHIA, KOTOpPbIE MOKAa3alld, 4YTO PACIPOCTPAHEH-
HocTb BI' B 5—80 pa3 Brillle paHee ormyOJIMKOBaHHBIX JaH-
HbIX [1, 18].

OCHOBBIBasICh Ha TaHHBIX COOPHMKA CTATUCTUYECKUX
MaTepHraJioB 10 3a00JieBaEMOCTU Bcero HaceneHuss PD
B 2016 . o61Iast YMCIeHHOCTD nauueHToB ¢ bI' cocraBuiia
350 yenoBek (U3 HMX 136 nmeTeil), a Moka3aresib pacIpo-
crpaHeHHocTu coctaBun 0,47 Ha 100 000 HacemeHwus.
Hecmotpss Ha TO, 4TO pacueT SMUAEMUOJOTMYSCKUX
nokazarejae MpOBOIWJICS TOJBbKO C YYETOM JIETEH, HaH-
Hble 0 nuarHoctuke BI''y 84 % mauueHTOB B Bo3pacTte
110 12 neT Mo3BOJISIIOT COMOCTaBUTh MOIYYeHHBIE Pe3yJib-
TaThl C MEXIYHAPOAHBIMU ITOKA3aTe/ISIMU. YUUTHIBAsI
JIaHHBIE TI0 OlleHKe pacrnpocTtpaHeHHocty bI' B UTtanun,
Opanunn, [Beunn, ABCTpUH, KOTOpPBIE COCTABUJIN

2,48 (2002 r); 2,00 (2012 ); 2,11 (2014 1); 5,8 (2012 1)
Ha 100 000 HaceneHUSI COOTBETCTBEHHO, M YTO HaceJIeHUe
P® no onenke Poccrara Ha 1 guBapst 2017 . cocraBiisieT
146,8 mutH yenoBek, B Poccum o6111ast yactora BCTpeyae-
moctu BI' nokHa mocturats B cpenHeM oT 3000 mo 8500
cayyaeB B o [1, 18].

PaccunraHHbIil HAMM TTOKa3aTeJlb pacIpOCTPAaHEHHO-
ctu BI' y poccuiickux aeTeii He COOTBETCTBYET MEXKIyHa-
POIHBIM JTAHHBIM B CBSI3U C OIPEACICHHBIMM OrpaHUYE-
HUSIMU UccaenoBaHus. [loydyeHHBII pe3y/ibTaT OTpaxaeT
B OOJIBIIIE} Mepe YMCAEHHOCTD aeTeit ¢ bI' B pasnuuHbIx
(enepaabHBIX OKpyTax 1 B 1iej0M 1o PD, a He UICTUHHYIO
pacrmpocTpaHeHHOCTh 3abosieBaHus. Ha HU3KyIO BBISIB-
JIIeMOCTh Op(aHHOM IAaTOJIOIMU, BO3MOXKHO, BIIUSIOT
CJIOXKHOCTD TTOJIyUeHUST CcIielpuyecKoil 1adopaTopHOii
BepuUKaLKKU 3a00IeBaHKS B OTAAJCHHBIX aIMUHKUCTPA-
TUBHBIX OKpyrax, HeaocTaToYHas MH(MOPMUPOBAHHOCTD
Bpayeil U HaceJIeHUsI B OTHOLICHUM PEIKUX HAC/IEACTBEH -
HBIX 00JIe3HEl 0OMeHa BEIIECTB 1 3a9acTyl0 HM3Kas KBa-
JudUKaIKUsg TMCTOJIOIOB, YTO IPUMBOAMT K HEIOOLICHKE
KJIMHUYECKUX CHMMIITOMOB U J1aOOPaTOPHO-MHCTPYMEH-
TAJIBHBIX IMTOKA3aTeJICH.

B cBsI3M ¢ BBICOKMM KIMHUYECKMM pPa3HOOOpa3uem
nposineHuii BI' ee nuarHocruka TpeOyeT 3HAHUS KITIO-
YEeBbIX KJIMHUYECKUX CUMIITOMOB. DeHOTUIIMYECKAs
HEOIHOPOAHOCTh MPOSIBIIEHUI B JIe0l0Te 3a00JieBaHMS
MpeaoIpeaeania IepBUYHYI0 00pallaeMOCTh IallieHTa
K CIlellMaJIMCTaM He MeHee 3 pa3HbIX IMpoduiieil: neau-
atpy (115; 100 %), remaronory (88; 76,5 %), racTpo3H-
tepoJory (79; 68,7 %), xupypry (27; 23,5 %), TeHeTUKY
(25; 21,7 %), ncuxonesposory (23; 20,0 %), oronapuH-
roJiory (15; 13,0 %), sanokpunoiory (11; 9,6 %), peBma-
tonory (2; 1,7 %), nepmarosnory (2; 1,7 %). Pe3ynbraThl
HAIIIeTO MCCAEAOBAaHMSI COIIOCTaBMMBI C MEXIyHApO.I-
HBIMM M I10Ka3bIBAIOT 00JIce 4acTOe KOHCY/ILTUPOBAHUE
JIeTeil meavaTpaMd M I€MaToJIoraMM, 4TO, BO3MOXHO,
CBSI3aHO C MPEeMMYILIEeCTBEHHOI MaHudecTaleit 3aboe-
BaHUs B BUJIE TeTNaToCIUIeHOMeTrauu U nuroneHuu [10].

CrnengyeT OTMETUTb, UTO WM3-3a HecHelU(pUIHOCTU
cuMnToMoB BI' 1 OTCYTCTBUS HACTOPOXKEHHOCTU Bpayeii
JTUArHOCTUYECKUI TTOUCK JIUTCS Topoii g0 10 yieT, uro
MPUBOAUT K Pa3BUTUIO y TALIMEHTOB TSDKEIBIX U Jaxe
daTtanbHBIX ocnoxHeHni. Omnpoc 406 Bpaueii-oHKOre-
matonoroB B CIIA, Aprentune, bpaswnun, Kanane,
SAnonun, Mcnanum m ABCTpaluu IMokasaja, 4TO JIMIIb
20 % w3 Hux Bxmodaiau bI' I Tuna B mporpaMmy quarHoc-
TUYECKOIO MOMCKA Y MAlMEHTOB C aHeMuUei, TpPOMOOLI -
TONEHUEN, OOJSIMU B KOCTSIX, renaTocIlIeHOMerajuei.
IIpu stom suiib 47 % OINpolleHHBIX Bpayeil Ha3Baau
OLIEHKY aKTMBHOCTH (epMeHTa TIIOKOLEpeOpo3naasbl
HauboJjiee aleKBAaTHBIM IUATHOCTUYECKUM TECTOM IS
BoisiBeHus bI [19].

OauH 13 HEJAaBHUX PETPOCIHEKTHMBHBIX aHAJIM30B
JAHHBIX OMHOLIEHTPOBOII KOIrOpThl M3 86 IALMEHTOB
MIPOAEMOHCTPUPOBAJI, YTO MpPOOIEeMa MO3IHEl TUarHoc-
tuku BI' cymectByet no cux mop. CieayeT OTMETUTD, YTO
GOJIBIIMHCTBY OOJIbHBIX B 3TOM MCCJIEIOBAHUU IMArHO3
ObL1 YyCTAHOBJICH Ha OCHOBAaHMM JaHHBIX OMOIICUU KOCT-
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HOI'O MO3ra, HECMOTPsI Ha CYIlIeCTBOBaHMUe 00Jiee TOYHOIO
M MeHee WMHBAa3MBHOIO AMAarHOCTUYECKOr0 MeToma —
SH3UMOAMAarHocTuku [20].

Hecmotpst Ha TO, YTO SH3MMOAMATHOCTUKA JOCTYIIHA
c Havana 1970 ., B HallleM MccliefOBaHUMY ITyHKIIUS KOCT-
HOT0 MO3ra Oblj1a TPEBAUPYIOLIUM MEPBUYHBIM JUATHOC-
TUYECKUM TecToM Y 74 (64,3 %) naliueHTOB, B CBSI3U C TEM,
yTo B auddepeHIInaIbHO-IMarHOCTUYECKOM TOMCKe
Ha 1-M MecCTe CTOSUIO MCKJII0YEHHE OHKOIeMaTOJOTHYe-
ckoit maronoruu, npuyeMm B 12 (10,4 %) HaGI0OeHUIX
npolieaypa Oblia mpoBeJeHa TTOBTOpHO. B Golee penkux
caydasX MpeABapUTEIbHbIA JMAarHo3 OCHOBBIBAJICS Ha
onucaHuyu MoOpPGOJIOrMYECKOro Marepuasa OUONTATOB
MEeYCHU WJIM YOAJIEHHOMN Cee3eHKU. DH3MMOIUArHOCTH -
Ka IpUMEHSIach B KAayeCTBE IIEPBUYHOI AMArHOCTUKU
B OOJIBLIMHCTBE CJIy4aeB TOJIbKO Y MALlMEHTOB, KOTOPbIE
ObLIM Ha OOC/IEI0BAHUM B CBSI3U C OTSTOILIEHHOI HACIe -
CTBeHHOCTHIO 1o BI.

CBoeBpeMeHHas auarHoctuka BT mmo3BosisieT paHbliie
HayaTh JOCTYIHYIO, Oe30macHyio U 3¢pGeKTUBHYIO (ep-
MEHTHYIO 3aMECTUTEJIbHYIO Tepalliio, CIIOCOOCTBYIOIIYIO
YMEHBIICHUIO BBIPAXXEHHOCTU WM IPEAOTBPaIleHUIO
pa3BUTUSL CIUICHOMETaJMK, WHQUIbTPALMA KOCTHOIO
MO3ra, LIUTONIEHUH 1 TTopaXkeHus ckenera [21—23].

[lo maHHBIM MeXIYHAPOAHBIX MCCIACIOBAHMI, IIPU
HaJIW4YUU BCeX TUMMMYHBIX cuMnToMoB BI' (anemust, Tpom-
OOLIMTOINEHUsI, reraToMerajiusl, CIUIEeHOMerajius U 00Ju
B KOCTSIX) KJIMHULIMCThI HanboJiee CKJIOHHBI pacCMaTpu-
BaTh IMArHO3bl JIEHKO3a WJIM MHOXECTBEHHOI MUEIOMbI
[19, 20].

B xome  muddepeHIMaNIbHO-IMATHOCTUYECKOTO
noucka bI' y GonblinHCTBa JeTeil, BKIIOUEHHBIX B Hallle
HCCIIeIoBaHKe, ObUIM YCTAHOBIICHBI OLIMOOYHbBIC TUATHO-
36l M Ha3HadyeHa HeBepHas Tepanus: y 35 (30,4 %) manu-
€HTOB CHMXXKEHUE KOHILIEHTpAllMM TIeMOorjo0nHa Obul1o
pacleHEeHO KakK IpOsIBJICHUE XKeJie30Ae(ULIMTHON aHe-
MMHU, B CBSI3U C YeM IS JIEYCHUS ObLIM PEKOMEHIOBAHbI
rpemnapathl xene3a 6e3 addekra; y 11 (9,6 %) GONBHBIX
KOCTHbBIE KPU3bl TPAKTOBAJIM KaK TeUEHUE OCTCOMUEIINTA,
MM IPOBOAWIM OIEPATUBHOE JICUEHME C aHTUOAKTEPU-
QIbHON MNONIECPXKKOM; HAJIMYME TeIaTOCIUICHOMETaluun
U/WIM TAHIUTONEHUU ObLIO BOCIPUHSTO KaK TeYeHUe
OHKOIeMaToJjiornyeckoro 3aboseBaHuss y 58 (50,4 %)
MalMeHTOB; KakK MPOsIBIEHUE LUPPO3a MEYEHU C TOp-
TaabHOW rumnepreHsueir — y 15 (13 %) OOAbHBIX; remna-
TUTa MHPEKLMOHHOM 3THojorun — y 49 (42,6 %) neteii.
AOCOJIIOTHOMY OOJBIIMHCTBY maiueHToB (74; 64,3%)
Oblla IIpOBeleHa MYHKIMS KOCTHOIO MO3Tra, MpUYeM
12 (10,4 %) netsiM TTOBTOPHO. B CBsI3M ¢ HEyCTaHOBJICH-
HOU IIPUYMHOM U 3HAYUTEIbHOU BBIPAXKEHHOCTBIO CILIE-
HoMeranuu 6 (5,2 %) nauueHTaM 110 MECTY XKUTEJIbCTBA
OLIMO0YHO MPOBeAeHA CILIEHIKTOMUSI.

[To HaleMy MHEHMIO, YIUIMHEHKE IIeproia JUarHoc-
TUKUA OOYCJIOBJICHO HealeKBAaTHON HACTOPOXEHHOCTBHIO
CHELMAJIUCTOB B 00JIacTM opdaHHOM MaTOJOTUM,
HecneU(PUIHOCTbIO OCHOBHBIX KIMHUYECKMX CHM-
IITOMOB IIaTOJIOTMM, B CBSI3U C XPOHUYECKUM MeE-
JICHHO-TIPOTPECCUPYIOIIMM  TeueHMeM  3a00JieBaHMUsI,

OTHOCUTEJIbHO O0JIaroInojydYHbIM CaMOUYYBCTBUEM ITally-
€HTOB B TCUECHUE JJIUTEIBHOTO BPEMEHU, PUBOIASILIMMU
K BBISIBJICHUIO OCHOBHBIX MPU3HAKOB 3a00JeBaHUS MPU
00cJie0BaHUY 110 TTIOBOAY MHTEPKYPPEHTHOM MaTOJIOTUU
WIM TIPU JYCTIaHCePU3aIIUU.

OnHof M3 BO3MOXHBIX MPUYMH BBICOKOI YacCTOTHI
WHBA3UBHBIX IMAarHOCTUYECKUX MepomnpusaTtuii B 1990-¢
n 2000-e rombl SBISIJIOCH TO, UTO 3H3UMOJIMATHOCTHUKA
OblIa BO3MOXHA JIMIIb B OCHAIIEHHBIX HEOOXOTUMBIM
00opyIoBaHMEM J1a0OPATOPUSIX, 3aYaCTyI0 3HAUYUTEIBHO
yIaJeHHBIX OT CTAIMOHAPOB, YTO MPUBOAWIO K OTCPOUYKE
Ha3HauYeHMs aJeKBaTHOM Tepanuu [21].

Hannuue y psna mauueHToB ¢ BIT crimeHskTOMuM
B aHaMHe3€ ObLIO CBSI3aHO € OIIMOKAMU AUMATHOCTUKM
1 OTCyTCTBUEM 3(G(GEKTUBHOIO JIEUEHUSI HAa MOMEHT
BBISIBJICHUSI CHMIITOMaTUKU. Ha coBpeMeHHOM 3Tame
B CBSI3U ¢ HAJTMUMeM 3(P(PEKTUBHOTO JIeYeHUs TTPOBEIeHNE
CILUIEHAKTOMUH B IIEJISIX KYITMPOBAHUS LIMTOTICHUYECKOTO
CUHIpOMa U aOJOMMHAIBLHOTO JUCKOMMOpPTa SIBISIETCS
HeomnpaBIaHHBIM U MOXKET OBITh IPUMEHUMO JIHUIIb B CITY-
yasx, yrpoXarolux UIsl XXKU3HU pedeHka [22, 23]. PanHee
ycraHoBneHue nuartosa nipu I u 111 tunax BI, BoamoxkHoO,
OBLIO OOYCIOBIICHO HATUYMEM HEBPOJOTUICCKOM CHUMIITO-
MAaTUKU B COYETAHUU C 00Jiee BHIPAXKEHHOI 110 CPaBHEHUIO
¢ I turiom BI creneHblo remaTocrieHOMETaIum.

Takum 00pa3oM, BBICOKAsl YaCTOTA OLIMOOYHBIX AMa-
THO30B ¥ MaHUITYJISILMI Ha MEPBUYHOM 3Tare y CIeIu-
aJUCTOB PAa3IMYHOrO MpodWIs TPeOyeT IOBBIIICHUS
MH(GOPMHUPOBAHHOCTH Bpayeil O TaHHOM MaTOJIOTUH.

Ha ocHoBaHMU aHaIM3a YaCTOTHI BBISBISIEMBIX CHM-
nToMoB U npudHakoB bI' y 887 nmereii, mo JaHHBIM MeX-
MYHApPOJHOTO PETUCTpa, YCTAaHOBJIEHO, YTO OCHOBHBIMU
MPOSIBJICHUSIMU 3a00JIeBaHMS B TIeAMATPUIECKOI KOropTe
MalUEHTOB SIBJISAIOTCS: ciuieHoMmeranus (95 %), remaro-
meranus (87 %), pamuooru4ecKue MpU3HAKW I1aTOJIO-
ruu Kocteit (81 %), tpomGouuroneHus (50 %), aHemust
(40 %), 3anepxka pocta (34 %), koctHass 6onb (27 %)
U KocTHbIe Kpu3bl (9 %). CrieHoMerajus, rernaToMera-
JIMsI U KOCTHasI ITaTOJIOIMSI BBISIBJISIIOTCS Gojiee yeM 'y 80 %
JeTeii TIpy IToCTaHOBKe AuarHo3sa [13].

OcHOBHBIE KJIIMHUKO-JIa0OpaTopHbIe TiposiBieHus: bI'
y neteii B P, mpoaHaniu3upoBaHHbIE B HAIleM MCCJIe-
JMOBaHUM, COOTBETCTBOBAJIM OOIIEM3BECTHBIM JaHHBIM.
Ol11eHKa YaCTOThI KIIMHUKO-J1a00paTOPHBIX U MTHCTPYMEH -
TaJbHBIX CAMIITOMOB Ha MIEPBUYHOM 3TaIle 00CIeT10BaHUs
JeTeii TO3BOJIMIIA YCTAHOBUTD KITFOUEBBIC TIPU3HAKK 3200~
JIEBaHUSL: TIOpaXKeHUe TTapeHXMMATO3HbIX OPTaHOB B BUIIE
crieHomeraiuu 'y 100 % u remaromeranuu y 94,8 %;
M3MEHEHHe reMaToJIOTMYeCKUX IToKa3aTesieil B BUIe aHe-
mun y 86,1 % u tpombouuroneHuu y 91,3 %; nmaronorus
KOCTHOI CUCTEMBI B BHJE XPOHUYECKHUX KOCTHBIX Oo0Jieit
M KOCTHBIX Kpu30B Yy 43 % u 18 % cooTBeTCTBEHHO, nedop-
Malli¥ KOHEYHOCTE Ha peHTTeHOrpaMMe I10 TUITY «KOJI0
DpaeHMmeiiepar y 55,6 %; Bosneuenue IIHC y nanueHToB
¢ BI' IT u III TunoB B BUIE OKYJIOMOTOPHOI ampakcuu
B 100 % ciyuaeB.

YcTaHoBIEHBI OCOOCHHOCTHM M3MEHEHHUS OMOXUMM-
YEeCKMUX MOKa3aTejJe B BUIE CHUXEHUS IToKa3aTesen
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JunuaHoro ooMeHa (xomectepuH u JITIBIT), mpeumy-
1ecTBeHHOTO ToBbIeHUs ypoBHSI ACT u depputnHa,
CHIDKEHMST YPOBHS XeJe3a. B koaryiorpamme BBISIBICHO
ynnnHenne AUYTB u I1B.

B uenax o6ierdyeHus] KIMHUYECKON OTMAarHOCTUKU
BI' 1 BbIsIBICHUS TTALIMEHTOB C OOJIbIIEH BEPOSITHOCTHIO
HaM4us 3a00J1eBaHMsI HA OCHOBAaHUY COOCTBEHHOTO OIThI-
Ta pabOTHl M aHaIM3a JUTEPATyPHBIX UCTOYHUKOB HaMU
OBLT COCTaBJieH TepedyeHb CIeU(GUIHBIX CUMITOMOB
U TIpOaHAIM3MPOBaHbl aHAMHECTUYECKHE NJaHHBIC TMallv-
€HTOB, BKJIIOYAMIIe MHOOPMAIMIO O MEepUHATAIbHOM
aHaMHe3e; HacJeACTBEHHOCTH; IPUYMHAX 00CIeOBaHUS,
CcpoKax Ae0rTa U MOCTaHOBKM TMAarHo3a; o0paiiaeMoCcTh
K BpayaM pa3JUYHBIX CIELMAIbHOCTEI; TUarHOCTUYEC-
KMX U Je4eOHBIX omnOKax. JlOMmoJHUTENbHO MPOBEACH
aHaIM3 PEe3yJbTaTOB KIMHMYECKOrO0 M J1abopaTOpHO-
WHCTPYMEHTAJIbHOTO 00C/IeJOBAaHMS ITAIlMeHTOB, Ha OCHO-
BaHUM YETO BHISIBJICHBI HanOOJIee XapaKTepPHbIE 1 YaCThIe
MPU3HAKW MCCAEAYeMOM MaTOJIOTMK, HEOOXOMUMBbIC I
PaHHEW IUAarHOCTUKU.

3akioyenue

Takum 00pa3oM, ONMMCAHHBLIA B CTaTbe JAMArHOCTU-
YECKMI aJlTOPUTM CJIYXXUT BaXKHbIM MHCTPYMEHTOM ISt
MOBBILICHUSI YPOBHSI BBISIBJSIEMOCTU PEAKOro 3abo-
JIeBaHMSI, B TOM YMCJIe IJIsS Bpayeil, He 00Jiagaloiimnx
clelMajJbHbIMU 3HAHUSIMM B JaHHOI oOnactu. [1pume-
HEHUE CIELMAIU3MPOBAHHOTO aJIrOPUTMa U SH3UMOIM-
arHOCTMKHU TTO3BOJIMT AuMarHoctupoBaTh bI' B KopoTkue
CPOKM M KaK MOXKHO paHbllle Ha4aTh IIaTOIr€HETUYECKYIO
Teparuio, TeM CaMbIM IPEAOTBPATUB WMJIM YMEHbIIUB
BBIPAXKEHHOCTh HEKOTOPBIX OCJIOXHEHUI 3a00JIeBaHMSI.
Pannsasa auarnoctuka bI' mo3BojisieT He TOJNBKO CyIle-

CTBEHHO YJIYYIIIMTH KA4€CTBO XKM3HU MALIMEHTOB, YBEJIM -
YUTh UX BBKMBAEMOCTh, HO M CHU3UTh HEOOOCHOBAaHHbBIE
3aTpaThl CUCTEMBl 3ApPaBOOXPAHEHUS M COLMAJIBbHOTO
obecrieueHusl.

BoiBoan1

BriepBrbie ycTaHOBJIEHBI 0COOEHHOCTU STTUIEMUOJIOTUU
¥ BBISIBJIEHUS MaluMeHToB ¢ bI' B pasnuuHbIX (eaepanb-
HbIX OKpyrax P®, moka3aHo, 4TO, HECMOTPSI Ha BBICOKYIO
YacTOTY CEMEMHBIX CJIydyaeB, CBOEBpEMEHHAs JUArHOCTH -
ka BI' B P®D orcpoueHa 1 xapakTepusyeTcs IpoBeIeHUEM
OOJIBILIOTO YKMCJa HEOOOCHOBAHHBIX IUArHOCTUYECKUX
¥ JIe4eOHBIX BMEIIATEIbCTB.

Ha cospemennoMm starie B PD coxpaHsieTcst BbIpa-
JKeHHas TurnoauarHoctTuka BIT ¢ BbICOKOI yacToToit
HEO0OOCHOBAaHHBIX BMEIIATEIBCTB U OIIMOOYHOM IIep-
BUYHOM NUArHOCTUKOW Yy AETEM, YTO OIPEHCIISIET Liejie-
COO0pa3HOCTh ONTHMMM3AILMM  aJTOPUTMOB PAHHETO
BBISIBJICHUS 3a00JIeBaHUS UIS aleKBaTHON OpraHu3alluu
OKa3aHUY MEIUIMHCKOW MTOMOIIM TMallMeHTaM C JaHHOW
opdaHHOI1 MaTONOTHEIA.

BrniepBele B OTe4eCTBEHHOM MEIMLIMHCKON ITpaK-
THKE, II0 JAaHHBIM aHaau3a ocobeHHocTell TeueHust bI
y GoJblIOro ymucia aeteil, B PO onTuMuU3MpoBaH ajro-
PUTM TMATHOCTUKU 3a00JI€BaHUSI I Bpadyeii-TieAnaTpoB
M Bpadeil y3Koro Tpoduisi, KOTOPBLIA MOXET OBITb
WCITOJIb30BaH JUIS1 BBISIBIICHUS ITPYIII pUCKA 110 HATAYUIO
3a00JIeBaHUSI U UX CBOEBPEMEHHOIO CHECIUAIM3UPOBAH-
HOTO 00CIeI0BaHu4.

BHenpeHue ~ ycOBepIIIEHCTBOBAHHOTO  aJITOPMTMa
JMarHOCTUKY MO3BOJIMT 3HAYMTEIbHO MTOBBICUTH TOYHOCTD
MarHOCTMKM OpchaHHOTO 3a00eBaHUS U ONTUMU3UPO-
BaTh OKa3aHUe MEAMIIMHCKOM oMoy aetsm ¢ bI' B PO.
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