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OpdaHHble 3aboneBaHnnA B AeTcKkom Bo3pacte. bonesHb lowe

Temoit oyepeaHOro Kpyrnoro Ctona No akTyanb-
HbiM npobnemam B meauumHe ctann opdaHHble 3a-
6oneBaHus B eTCKOM Bo3pacTe. Bo Bpems anckyccum
3KCNepTbl AeTasibHO 0b6cyanaun bonesHb lowe — pea-
Koe HacneacTBeHHoe 3aboneBaHMe obmeHa BeLecTs,
Bbl3BaHHOE HeAOCTAaTKOM (epMeHTa, KOTOpbI OTBe-
YaeT 33 pacLLenieHme K1pos.

YyacTHUKammM auckyccum ctanun EneHa CepeeesHa
Jlanome+Hmosa, Bpay — AETCKUIA OHKO/IOr-reMaTonor
npuemHoro otaeneHus (c MHGEKUMOHHOW nanaTomn)
(3aBeaytowan)/Kypatop 6onesHn lowe Y «Pecny-
6/MKAHCKMIA Hay4YHO-MPAKTUYECKMI LEHTP AETCKOM
OHKO/IOTUM, TEeMATONOTUN U UMMYHOSIOTUUY», AfeK-
caHOpa AnexkcaHOposHa Pemposckas, Bpay Ny4eBoi
AMarHOCTUKN KabuHeta MPT Y «PecnybavMKaHCKuit
Hay4YHO-MPaAKTUYECKUIA LEHTP AOETCKOW OHKOAOTUM,
remaTonormMmn U MMMmyHonorum», EneHa KoHcmaHmu-
HosHa @uaunosuy, 3asepytowan 1-i kapenpon pet-
CKMx bonesHel YO «benopycckuii rocysapCTBEHHbIN
MEAULMHCKUIA YHUBEPCUTET», MMaBHbIA BHELWTATHbIN
OEeTCKUA HeBponor Komuteta No 34paBOOXPaHEHUIO
MwuHropucnonkoma, EneHa AHamonsesHa KanuHuHa,
3aMecTuUTeNlb ANPEKTOPA NO MEAULMHCKON reHeTuKe
Y «PHMNLU «MaTtb u guta», UpuHa BcesonodosHa Ha-
YMYUK, BeAyWMIN HayuHbl coTpyaHuK PHIL, «MaTtb
n auta», MpuHa AnexkcaHOposHa Tapaciok, Bpady —
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KAMHUYeCKnin dpapmakonor Y3 «3-a geTckas ropoa-
CKaA KAMHUYecKasa 60nbHULAY, FNaBHbIA BHELWTATHbINA
KANMHUYeCcKni papmakonor Komuterta no 3gpaBooxpa-
HeHuto MuHropucnosnkoma, Hukonali Egpumosuy Xeli-
ey, 3aBeayrownin nabopatopuen cTpaTerMyeckoro
pa3BuTUA 3apaBooxpaHeHua Y «PecnybnvKaHckuit
Hay4YHO-MPAKTUYECKUA LEHTP MEAMLMUHCKUX TEXHO-
norni, nHbopmaTrsaumnm, ynpasaeHns U SKOHOMUKHU
34paBooxpaHeHua», MapuHa MuxalinosHa Cadex,
TNaBHbIA PenaKTop KypHana «34paBoOOXpPaHeEHME.
Healthcare», a. m. H., npodeccop Kadpeapbl opraHu-
3aummn 3apasooxpaHeHns YO «benopycckuin rocygap-
CTBEHHbIN MEeAULUHCKUIA YHUBEPCUTETY.
MogepaTopom Kpyrioro ctona BbicTynuna Mpu-
Ha BaadumupoeHa MeeHepoHOK, 3aBeayowan 2-i
kadbenpon petckux 6onesHenn YO «benopycckuit ro-
CYLAPCTBEHHbIA MEANLMHCKUIN YHUBEPCUTET», [NaB-
HbI BHELITaTHbIMA CNeunanmcT No HacneacTBEHHbIM
HEepPBHO-MbILEYHbIM 3a6oneBaHMAM y NaLMEHTOB A0
18 net MuHUCTepCTBa 34paBoOOXpaHeHusa Pecnybnu-
Ku benapycb. OHa 0oTMeTWAA, YTO OpdpaHHbIMUK ABAA-
toTCs 3a601€BaHMA, KOTOPbIE BCTPEYAIOTCA C YacTOTOM
He 6onee 1 cnyyaa Ha 10 000 HaceneHus. Bmecte
C TEM OAHO M3 NOCNEAHUX UCCNEAOBAHUI C OLLEHKOM
rnobanbHOW pacnpocTpaHeHHOCTU peakux (opdaH-
HbIX) 3aboneBaHWii B MUpe, NpoBeAeHHOE C aHa/IM30M
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MmexayHapogHoit 6asbl  Orphanet, nokasano, 4To
B MUpe OT 3TWX 3a60s1eBaHMI MOTYT CTPaAATb NOPALKA
oT 223 no 446 mnH nogeit. Ha cerogHAWHNI AeHb co-
342HO MHOXEeCTBO MpenapaTos, KOTOpble MOMOrawT
OCTaHOBUTb Nporpeccupytollee TeyeHne opdaHHbIX
3ab0neBaHN, U YNCIO JIEKAPCTBEHHbIX NMpPenapaTos
npoaosKaeT pactu. C Kaxkablm rogom AnarHoctuye-
CKMEe TEXHOMOMNU YBENNYNBAIOTCA M COBEPLUEHCTBYIOT-
€A, NO3TOMY Bpayn-negmaTpbl U Bpavm-cneLmanmcTol
OOJIKHbI 6bITb MHGOPMUPOBAHbI 06 OCOBEHHOCTAX
TeyeHuA Tex opdaHHbIX 3a60NEBaHUI, KOTOPbIE Mbl
MOXeM OCTaHOBWUTb, TEM CaMbIM YAy4lIWUB KayecTBO
M3HM naumneHToB. B nocnepHee Bpema opdaHHble
3aboneBaHunA, BONLIIMHCTBO U3 KOTOPbLIX NPUBOAAT
K MHBA/IMAHOCTU B AETCKOM BO3PacTe, HaXxo4ATCA Nos,
6onee NpucTanbHbIM BHUMAHWEM mMeaMKoB. OgHUM
n3 HUX ABnseTca 6onesHb lowe.

06 nctopum 6onesHu lowe, nepsbix CAy4anax 3a-
6onesBaHun B benapycu pacckasana EneHa CepeeesHa
JlanomeHnmoeaa:

— 3710 3aboneBaHWe c bHosee 4Yem CTONETHEN
nctopmeit. ®PpaHuyscknit Bpady duamnn Yapnbs Ip-
HecT lowe B 1882 r. onucan cay4yan yBenmyeHHoOM
CeNe3eHKM Yy KeHLWMHbl 32 neT, KoTopaa C AeTcTBa
CTpagana OT aHeMWUW, KPOBOTEYEHUWN, PA3IUYHbIX
NHOEKUMOHHbBIX OCNOXHEHUN. Ha BCKPbITUM OH 06-
HapyXWn B ceneseHKke HeobblyHO 6osiblune KNeTKK
N PacLeHUN MX KaK 3/10KayeCTBEHHble anuTenuanb-
Hble KneTku. Cnycta 20 neT nocne nogpobHoro onu-
CaHua Bpa4yom HataHom bpunnom KanHU4Yeckon Kap-
TUHbI NPUXWU3HEHHO Y NaLMeHTa Co CIeHOMeraanemn
3abonesaHue 6b110 Ha3BaHO 6onesHbio Mowe. 1955 .
03HaMeHOBAa/CA OTKPbITUEM NN30COM BeNbrmncknm
6rnoxmmmkom KpuctmaHom pge /[ltoBOM, KOTOpPbIi
B nocseaytouwem bbin yaoctoeH Hobenesckolt npe-
MWM 3@ JaHHOe OTKpbITHE. TonbKo B 1965 1. 66110 BbI-
ACHEHO, YTO HaKonjaeHue rntKouepebposmaa npo-
NCXOANT BCNEeACTBME HenoCTaTodHOCTM depmeHTa
Kucnoit B-D-rnokosmnagassl (rnrokouepebposnaassi).
Neyenune B 1991 r. naumeHTOB ¢ 60/1€3HbIO Mowe T1na |
n lll c npumeHeHnem bepmeHTO3aMeCcTUTEIbHOM Te-
panuu cTano HacToswen pesonatoumein. ITo 6bino mc-
nosiHeHMe meuyTbl Bpaya Pocko bpagm, KoTopblit BRep-
Bble BbIpa3na 3Ty KoHuenumio B 1966 r., yepes rog
nocsie onpegeneHua BPOXKAEHHOro gedpuumrta rio-
Kouepebpo3naasbl B KayecTse 3TMonornmn 3abonesa-
HuA. Tem He meHee noTpeboBanock bonee 25 net UH-
TEHCUBHbIX UCCIef0BaHUI ANA NonyvyeHma pepmeHTa
M3 NNALEHTbI YeNOBEKa.

B Benapycu amarHos «6onesHb lowe» Brnepsble
6bln1 nocTaBneH naumeHTKe B 1965 r., Korga B yaa-
NIeHHOW cene3eHKe OblnM 0B6HapYKeHbl KNETKW, No-
OOOHble KneTkam lowe; B nocieaytowem AuarHos
6bln noaTeepKAeH nabopaTtopHo. 3HameHaTeIbHbIM
TakKe cTtan anpenb 1981 r.: B nabopatopum nog, py-

KoBoacTtBOM [eHHaguA JlasapesBuya LykepmaHa
B Morunesckom o06n1acTHOM neyebHO-gMArHoOCTUYe-
CKOM LeHTpe nauueHTy 6bln Brepsble onpeaeneH
depmeHT Kucnaa B-D-rnokosmngasa, Takum obpasom
TOYHO onpeaeneHa 6onesHb lowe. MNepBblit NAUMEHT
C 3TMM 3aboneBaHUsM CTan noay4vyatb pepmeHTo3a-
MecTuTeNbHyto Tepanuio B 1999 r. 6nharogapa Espo-
nemnckomn nporpamme A0OCTYNHOCTM Lepesnma (dupma
Genzyme®) B [eTCKOM MeMOPUasbHOM WHCTUTYTE
3p0poBbA (Bapwaga), c 2002 r. neyeHne NPoaoNKEHO
B LleHTpe AeTCKON OHKONOIUKU, FeMaToNorM1 U UMMY-
Honormn. [ymaHuTapHaa nporpamma 3aBepLlinaach
B 2025 r., HO neyeHne npogonkaetca. Cenyac aToT
33-neTHMN MOJI0AOW YenioBeKk abCoNtTHO peannso-
BaH, CAMOAO0CTaTOueH, akTUBeH. Ha faHHbIN MOMeEHT
B Pecnybsnke benapycb npoxueatoT 33 naumeHTa
¢ 6onesHbto lowe, 8 U3 HUX — AEeTH.

bonesHb lowe — ogHa M3 YacTbix Gopm Hacnes-
CTBEHHbIX PpepmeHToNnaTUiM, 06 beAMHEHHbIX B Fpynny
NIM30COMHbIX 60n1e3HEN HaKkonieHus. B ocHoBe 3a60-
NeBaHMA NIEXUT HACNEACTBEHHbIA AedULMT aKTUB-
HOCTM pepmeHTa Knucnomn B-D-rnokosnaassl — nmso-
COMHOro ¢pepmeHTa, y4acCTBYHOLLEro B pacLLenaeHnm
rnoKkouepebposmaa — COCTABHOM YacTM OCTATKOB
MeMbpaH CcTapelowwmx KNeTOK KPOoBW (NelKoLMTOB,
3PUTPOLUTOB) Ha MOKO3Y M Lepamua. B pesynbrate
HepacLenaeHHbIM NPOAYKT — rtoKouepebposung —
HaKan/nBaeTca B IM30COMaxX Makpodparos peTuKyno-
3HAOTEeNNANbHON CUCTEMbI C 06PA30BAHUEM KNETOK
lowe. bonesHb lowe — naH3THMYecKoe 3abonesa-
HWe, OAMHAKOBO YacCTO BCTpeyaeTcA cpegum nL, Kak
YKEHCKOro, TaK U MY»KCKOTo nona. BeigenatoT Tpm Tmna
6071€e3HM B 3aBUCMMOCTUN OT OTCYTCTBMA MM Hannums
NOpPasKeHUs LLeHTPasbHOW HepBHOW cucTembl (LLHC):

TMn | — HeHelpoHoNaTU4YecKnin, 6e3 nopaxkeHusa
UHC; Tmn Il n lll — HelipoHONATUYECKUI, C NopaXKe-
Huem LIHC.

BonesHb lowe HacnepyeTcA NO ayTOCOMHO-peLec-
cuBHoMy TuNy. TeH B-D-rntoko3naasbl KApTMPOBAH Ha
xpomocome 1 (1g21). B HacTosiee Bpems OMMCaHO
6onee 400 pasMYHbIX MyTaUWUn B reHe. [MarHocTu-
Ka OCHOBbIBAETCA Ha OMnpeae/ieHUn aKTUBHOCTU dep-
MeHTa Kucnon B-D-rioko3naasbl B AeKouuTax Uau
dnbpobnacTax KOXKM NauyeHTa, NPoBeaeHUMN MONEKY-
NAPHO-TEHETMYECKOTO MUCCNEen0BaHUA C Le/blo onpe-
OeneHna myTalumm, TaKKe Ha onpeseneHnn akTUBHO-
CTU XWUTOTPMO3NAA3bl B MJa3Me (CbIBOPOTKE) KpPOBM
M onpepeneHun rexkcamncduHrasnHa (Lyso-
Gb-1) B cyxmx Kanaax Kposu. BaxkHyto ponb urpaet
MOJIEKYPHO-TeHEeTMYECKTE UCCaefOoBaHWe, KOTOpoe
NO3BONIAET NOHATb, KaKoM TMN 6one3Hu lowe y naym-
eHTa: mytauma N370S (N409S, HoBas HOMeHKnaTypa)
B FOMO3MrOTHOM/reTepo3MroTHOM COCTOSIHUM BCTpe-
yaeTca y nauMeHToB ¢ Tunom | 6onesHun lowe. MyTa-
uma L444P (LA83P) B roMO3UTOTHOM COCTOSIHUM Yallle
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BcTpeyaerca npu Tune lll. MyTtauumn H255Q (H294Q)/
D409H (D448Q) B roMO3UTOTHOM COCTOAHUW acCcoLU-
npytotca ¢ Tmnom |l 6onesHn lowe. Nomumo 3Toro
NpPoBOAATCA AOMNONHUTENbHbIE UccnepoBaHua: Y3U
opraHoB 6ptoWwHO nonoctu, cepaua, MPT 6ptowHoi
NOIOCTU C LLe/Ibto onpeaeneHns obbema NeveHu um ce-
neseHKkn, MPT KocTel HUMKHUX KOHEYHOCTEN C Le/bio
onpeaeneHnn CoCToAHMA KOCTHOM TKaHK, 1abopaTop-
Hble uccaenoBaHMA, NO3BONAOLWME ONpeaenmnTb cTe-
NeHb M BbIPA*KEHHOCTb NOPAXKEHMA OPraHOB U TKaHE.

OfnHakoBO nM npoTtekaeT 3abonesaHue? EcTb
/M pasHULA B KAMHUYECKOM KapTuHe? bonesHb lowe
™nNa | uMeeT pasnnyHble NpoABAeHUA: OT beccum-
NTOMHOrO TeyeHWs 3aboneBaHWA [0 BblpParKEHHbIX
KAMHUYECKMX NpOABNEHUI. BeccumnTOMHbIX na-
LMEHTOB Mbl MOXEM HaMTWU B CeMbe, TAe YyXKe ecTb
pebeHoK c 6onesHblo lowe. MauMeHTy C BbipaXkeH-
HbIMW KAMHUYECKMMU MpPOsABAEHUAMMU (renaTtocnie-
HOMEeranna, LUTONEHUYECKUA CUHAPOM, BblpaXKeH-
HOE WCTOLWEeHMEe, PA3BUTUE TAXKENbIX OCNOXKHEHWN
B BMAE KPOBOTEYEHWI, NATONOTMYECKMX MEPENOMOB
KocTel, GOpMMUPOBAHME BTOPUYHbLIX apTPO30B) Ana-
rHO3 3anofo3pAT paHbwe. NMpobnema BO3HUKaeT
C MauMeHTaMK, y KOTOPbIX eCTb YMepPeHHble MposB-
NleHnA 3aboneBaHNA: HeEBbIPaXKEHHAA renatocnieHo-
Meranua, LUTONEHUYECKUA cCUHAPOM. MpumepHo y 5 %
NauMeHTOB MOXET OTCYTCTBOBATb CN/JEHOMEranus,
HO eCTb BblpPaKEHHble KOCTHble npoaBaeHua. U atu
nauMeHTbl B 60NbLUMHCTBE CAYYaeB AMArHOCTUPYIOTCA
b6onee pANTENbHbIN Nepuos BpemeHu. Yem paHblue
NPOABAAITCA KNMHUYECKME CMMNTOMbI 3abonesa-
HUSA, TEM TAXKee NPoTeKaT 601e3Hb, NO3TOMY NPUHATO
CYMTaTb, €CAN AnarHos «6osesHb fowe» ycTaHoBNEH
B LETCKOM BO3pacTe, TO TeyeHue 3abosieBaHuA byaeT
Taxenee. Tun |, HeHelMpoHONATUYECKNI, AIBASIETCA Ca-
MbIM YacTbIM BapMaHTOM 3abonesaHus. Mo faHHbIM
MeXKAyHapoAHOro pernctpa 6onesHn lowe, oH co-
cTasnset 92 % ot obuwero yncna naumeHTos. Tun Il,
OCTpPbIt HEMPOHOMATUYECKUIA, BCTPEYaeTca y aeten
0o 1 roga (npoaBneHus 3aboneBaHUs MoryT 6bITb
KaK cpa3y nocne poxKaeHwsa, Tak u nocne 3—5 mec.
YKU3HU), OTIMYAETCA NPOrPeccUpyowMm pPas3BUTUEM
HEBPOIOTUYECKMX CUMMTOMOB, BEAYLLMM K JIETa/IbHO-
My mncxogy. Tvn Ill, XxpoHWUYECKNt HeMPOHOMNATUYECKIIA,
ob6beanHsET AeTei, y KOTOPbIX NepBble NPOABAEHNA —
OKY/IOMATOPHAA anpaKkcuA, 3aTeM HapacTatoT renaTo-
CNJIEHOMETrAINA U UUMTONEHUYECKUI CMHAPOM, BanKe
K 10 rogam HabnopatoTcA HEBPONOrMYECKNe NpoAB-
nenuns (MMOKAOHMK, NPUCTYMbI NO TUMY aNUAeNnTUYe-
CKUX U T. A).

OnbiToM HabaoaeHMA NaLMeHTa C HeBpPOornye-
CKMMWU nposABaeHMAMM 6one3Hun lowe nogennnacb
EneHa KoHcmaHmuHosHa dununosuy:

— Mo AaHHbIM UCCNeaoBaAHWUI, B MUPE HaCYUTbI-
BaeTcA meHee 10 000 Ttakmx naymeHToB. 3a 30-net-
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HMI oNbIT paboTbl A BUAENA TONIbKO OAHOIO Ye/0BeKa
¢ bonesHbto lNowe Tvna I, y KOToporo NposBAAIUCH
HEeBPONOTrMYEeCcKne CUMNTOMbI. ITOT pebeHoK poan-
cA NATbIM B cembe. Bce apyrve getm 6biaun 340p0BbI.
N3 KAWHMYECKOM KapTUHbI — CyAOpOrM B pPaHHEM
BO3pacTe, MOBTOPHbIE pPecnMpaTopHble MHEeKLunu,
a nocne v oKy/IoOMOTOopHaA anpakcus. Cnepsa OKyno-
MOTOPHAsA anpakcua pacLeHnBanacb cneumaancTtamm
KaK cxoAslleeca Kocor/ia3uMe, KOTopoe CTasno 3ameT-
HbIM B BO3pacTte 5—6 mec. [locTeneHHO BO3HWKAA
M HapoC/la MblLWEYHAA CMAaCcTUYHOCTb, MOABU/IUCH Bbl-
parkeHHble 6ynbbapHble HapyleHWs, TPM3M, CTanu
BO3HMKaTb 3MM304bl anNHO3, 3aTeM Pa3BUAACb KOMa.
Boin noctaBneH auarHos «b6onesHb lowe, Tvn |l
(ocTpbii HelipoHoMaTMyecknit)». Mporpeccupyollee
TeyeHue 3aboneBaHMA BbICTPO NPUBESO K /IETA/IbHO-
My ucxoay B Bospacte Ao 1 roga. Y geteit c 6onesHblo
lfowe, ecnn mbl roBopum npo twun lll, 3abonesaHue
NPOTEKAET He TaK arpeccMBHO. D/1EMEHTbl OKY/IOMO-
TOPHOM anpakcun MNOABAAIOTCA A0CTAaTOMHO PaHo.
OHM paAuTenbHoe BpemsA MOTyT OCTaBaTbCA eAWH-
CTBEHHbIM NposABAeHNeM 3abosieBaHMA. XapaKTepHo
BO3HMKHOBEHWE TeHepaM30BaHHbIX MUOKJIOHUN,
KOTOpPbIe MOCTENEHHO HApacTaloT, a TaKXKe reHepa-
NIN30BaHHbIX TOHUKO-K/IOHMYECKUX  CYAOPOXKHbIX
NpUNagKoB, Pe3UCTEHTHbIX K MPOTUBOCYAOPOXKHOM
Tepanuu. MoaTomy B C/y4asax HaAMuMA y NaLUEHTOB
dbapmaKopesnCTeHTHOM anunaencum, ocobeHHo ¢ npum-
CTynaMn MUOK/IOHUYECKOrO XapakTepa, Heobxogmum
MYABTUANCUNNIIMHAPHBIA MOAXOA K OKa3aHWIo Meaun-
LMHCKOM nomolun. CTOUT HanpaBUTb NauueHTa anas
npoBeaeHNA MeLUKO-TeHETUYECKOTO KOHCY/IbTUPOBA-
HUA ONA UCKIIOYEHUA KaKUX-TMOO HacneacTBeHHbIX
HapyweHuit obmeHa. Mpu Bo3MOXKHOCTM nogbopa
M HasHadyeHus cneunduyeckon Tepanum He TONbKO
YNY4LLAEeTCA COCTOsIHME MauMeHTa, HO U NocTerneHHo
NPOUCXOAUT perpecc NaToNorMYeckom CUMNTOMATUKN.

. B. X{esHepOHOK TaK»e NouHTepecoBanacb, Ka-
KMe pekomMeHZauMm MOXKHO AaTb MOJIOAbIM Cheuum-
a/MCTaM U Bpavam neguaTpuyeckoro npoduna ons
npaBuUAbHOW AMArHOCTMKKU. Ha Bonpoc oTBeTuna
E. C. /lanomeHmosa:

— 3anopo3putb 6osie3Hb lowe 6biBaeT HEMPOCTO:
OHa MoXeT aebrTnpoBaTtb B 1t06OM BO3pacTe, Kau-
HMYEeCKMe NpoaBaeHns pasHble. O4HO3HAYHO He cre-
AyeT UTHOPUPOBATb anobbl poguTenei, TWaTenbHO
cobupaTb aHamHe3, NPOBOAUTb OCMOTP MaLMeEHTa.
KpacHble ¢naru: renatocnieHOMEranusa, YTo MOXKeT
NPOSABAATLCA YBENYEHMEM KUBOTA, B OOLLLEM aHANU-
3€ KPOBW CHUXKEHWE B NePBYI0 ovepenb YPOBHA TPOM-
60LMTOB, a TaKKe Ha/IMuMe aHEMUN, *Kanobbl Ha 6onu
B KOCTAX, 334EPXKy POCTa, PasBUTME aBaCKyAAPHbIX
HEKpPo30B, HE0O6OCHOBaHHbIE TPAaBMOM NEPENIOMbI, CHU-
KEHWE MWHEPANIbHON MNOTHOCTM KOCTHOM TKaHW. YT1O
cnefyet 0AHO3HAYHO 3HATb MONOABIM CMeLMaInCTam:
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NpY HanMuMM TPOMDOOUMTONEHUW HA NeamnaTpude-
CKOM OCMOTpE HYXHO 006s3aTesIbHO NasbNMPOBaTh
neyeHb N CeNE3EHKY, M OCMOTP NlyYLLEe NOAKPENUTb NpPo-
BeAeHnem Y3U opraHoB BprOLIHOM NOMOCTU C onpeae-
neHnem obbema ceneseHKU. Ecnm ecTb BO3MOXKHOCTb,
cnepyeT onpeaenvTb ypoBeHb GeppuTUHa.

O cywecTByOWMX WHCTPYMEHTANbHbIX AMarHo-
CTUYECKMX METoZax nccnenoBaHuA AaHHoro 3abone-
BaHMA paccKasana AseKcaHopa AneKcaHOpoeHa Pe-
mpoecKas:

— [AwnarHocTrka 6one3Hu lowe ocHoBaHA Ha COBO-
KYNMHOCTM psfa MeTofoB: BMOXMMMYECKOro aHanusa
(onpepeneHne HU3KOM aKTMBHOCTM depmeHTa PB-rto-
KoLepebpo3naasbl B NeMKouMTax), MONEKyNApHO-Te-
HEeTMYeCcKoro aHanvsa (BblABEHME MyTaLMA B reHe
GBA) n NHCTpyMeHTanbHbIX uccneaosaHuii (Y3, MPT
W/IM PEHTTEH A1 OLLEHKM COCTOAHWA OPraHoB U KocTel).
[na nocTaHOBKM AMArHo3a Bpayu yuMTbIBAOT U KAUHU-
YyecKMe CMMNTOMbI, TaKMUE KaK CnieHOMeranus, renarto-
MEerasiua, CKeNeTHbIe aHOMAUN.

C yyeTom MopaKeHUs opraHoB-muLleHen npu 6o-
ne3sHu lowe cyllecTsyeT 4OCTaTOYHO LWMPOKUIA CNEKTP
AMarHOCTMYECKMX BO3MOXKHOCTe. Ho onpeaeneHHble
meToabl 6onee mMHdopmaTMBHLI. HekoTopble nomo-
raloT COPUEHTUPOBATbCA, €CTb JIM MNATONOTNYEecKue
N3MEHEHMA, HO He MOAXOAAT ANA ANHAMMYECKOTO Ha-
6atoaeHnA 3a nauneHTom. Hanpumep, npvHMMas Bo
BHMMaHMe TaKoe OYeHb YacToe nposssieHue 3abone-
BaHWA, KaK yYBE/IMYEHME MEYEHUN U CeNe3eHKN, Ha 3Ta-
ne paHHeW AMArHOCTUKM MOXHO npoBecTu Y3U, Bbl-
ABUTb, YTO €CTb U3MEHEHUA Pa3MEPOB UM CTPYKTYPbI.
Ho ynbTpa3ByKkoBOl MeToA, He NO3BONSET JOCTOBEPHO
OLEHUTb 06beM OPraHOB, YTO OYEHb BaXKHO A/A 3TUX
MauMeHToB, NMOCKONbKY OpraHbl HemnpasuabHOU ¢dop-
Mbl 4acTO YBE/IMYMBAOTCA HepaBHOMEPHO. bbiBaerT,
YTO HUXKHWI NOIOC CeneseHKn CnyckaeTca BNAOTb A0
Manoro Tasa, U Npu yNbTPa3ByKOBOM ANArHOCTUKE A0-
CTOBEPHO U3MepUTb ee 06beEM HEBO3MOXKHO. B aTom
cnyyae 6onee BaxHo caenatb MPT mnu, ecnu Het Ta-
KOM BO3MOXHOCTWU, TO KOMMbIOTEPHYIO TOMOrpadumio.
Mpun 3TUX nccnenoBaHUAX Ha paboyen cTaHUMKM Bpaya
C UCMONb30BaHMEM CNELNANN3NPOBAHHOIO NPOrpamm-
Horo obecneyeHuna CyLeCcTBYeT BO3MOXHOCTb A0CTO-
BEPHO WM3MEpUTb 0O6bem, Koraa 06BOAUTCA KOHTYP
OPraHoB M KOMMbIOTEP aBTOMATUYECKM NOACUUTbIBAET
obbem obBeageHHOM obnactu. 3To byaet 6onee gocTo-
BEPHO, YEM UCMONb30BAHMNE Pa3INYHbBIX popmys.

[na naymeHToB ¢ 6onesHbio lowe oYeHb BAaXKHO
TOYHOE onpeseneHne 0bbema NeYeHU U CeNe3eHKH,
MOCKO/IbKY, YY4MTbIBAA AMHAMMUKY U3MeHeHUA obbe-
MOB OpraHoB Ha ¢oHe pepMeHTHOM 3aMeCTUTENbHOM
TEepanun, Mbl MOXXEM OLEHUTb ee 3PPEKTUBHOCTb,
npu HeobXoAMMOCTM CKOPPEKTMPOBATbL 403y HasHa-
Yyaemoro npenaparta. TakxKe Npu 3STUX UCCNef0BaHUAX
MOXHO BbIIBUTb O4aroBble MameHeHus. bonee uys-

CTBUTE/NIbHbIM METOAO0M A/1A OLEHKU CTPYKTYPHbIX U3-
MeHeHWN opraHoB sBasetca MPT.

MoryT BCTpeyaTbCA Takue crneunduyeckne npo-
ABNeHns 3aboseBaHMA, KaK rowepombl, Korga npo-
NCXOOMT CKOMJeHWe KieTok lowe no Tuny ncesno-
ONyx0nen B OpraHax, Yalle Bcero B ceneseHke. MHo-
rAa MOryT BCTPEeYaTbCA OYarn 3KCTpamenynnsapHoro
remonossa, Ho 3To peakoe saAsneHue. Heobxogumo
NMOMHMTb, 4TO Npu 60one3HM fowe o4varoBble N3MeHe-
HUA B ceneseHke M 0COBEHHO B MeyYeHun MoryT ObiTb
WMHOW Npupoabl. fowepombl B MeYeHU — 3TO, CKOpee,
ANarHos-uckaoveHne. M npu obHapy»KeHUU ouvaro-
BbIX MU3MEHEHUI Npexae BCcero HeobxoamMmo UCKAo-
YUTb ApYyrMe NPOLECChl, TaKMe KaK remaHrmnomsl, o-
Ka/NibHasA HOAYNAPHAA rMnepnaasva, afeHOMbl, y3/ibl
pereHepaLnmn, KUCTbl, @ TaKXe 3/10KaYyecTBeHHble
onyxonesble 06pa3oBaHuA, meTacTasbl U aAp. Heobxo-
ANMO NMOMHUTb, YTO Y MaumeHToB ¢ 6onesHbio Mowe,
0COHEHHO Y B3POC/bIX, NOBbIWEH PUCK FrenaToKapLm-
HOMbI, NO3TOMY OYeHb Ba*KHO AMArHOCTUPOBATb OYa-
roBble U3MEHEeHMA N YTOUHATb UX NpUpoay.

TaK»e nNpu BblleyKa3aHHbIX NccAeaoBaHNAX MO-
eT ObITb BbIBAEHO yBenMdYeHne nMmdoysnos, 4TO
ABNAETCA HevyacTbiM MposBAeHMEM 3abonesaHus.
Ewe ogHMM peakum nposiBaeHMem 60ne3Hu, Kak
npasuao, y 60nbHbIX, KOTOPblE MEPEHECIN CNAEHIK-
TOMUIO, a Takxe npu Tune lll, moxeT 6biTb Nopa-
KEeHWe NeroyHoin TKaHW. 3anofo3puTb M3MEeHeHUA
MOHO MO KNAaCCUYECKOW peHTreHorpamme opraHoB
rpyAHoOM KneTkn. KomnbloTepHasa Tomorpadua gonon-
HAET peHTreHorpammy, no3sonset Hosnee AeTaNbHO
OLEHUTb USMEHEHMA IETOYHON TKaHK, a TaKKe B cpe-
OOCTEHWUM, rae MOryT BbiTb BbISIBIEHbI YBE/IMYEHHbIE
nmmeaTmyeckue yanol.

MoparkeHne KocTel ABNAETCA OAHMM M3 OCHOBHbIX
nposasneHui 3abonesaHnA U, N0 AaHHbIM UCCAe[0Ba-
HWI pa3HbIx aBTOPOB, Habtogaetca y 70—100 % nauu-
eHTOB ¢ 6onesHblo lowe Tina |. MpenmyLLecTBEHHO Mno-
parKaloTCA A/IMHHbIE TPY6YaTble KOCTU U MO3BOHOUHWK.

Mopa)keHne KOCTHO-CYCTaBHOW CUCTEMbI 3aua-
CTYlO ABNSETCA OCHOBHOM KAMHUYECKOM npobaemoit
npu 6onesnHu Nowe Tnna |, onpegenaeT TAXKeCTb Teye-
HWA 3a601€BaHNA U KAYECTBO KU3HM NALMEHTOB.

Ons OueHKM M3MEHEHWIA KOCTHOM TKAaHW OYeHb
BaXHO nposegeHne MPT B nonHom obbeme. [a,
CyLLecTBYIOT Hosiee AOCTYyMHble, AELIeBble MEeToabl
nccnefoBaHMA KOCTEM, HO OHW HE MOKAXKYT MOJHYIO
KapTuHy. Hanpumep, Knaccuyeckaa peHTreHorpadua
MMeeT OYeHb HWU3KYD MHPOPMATUBHOCTL ANA Mauu-
eHTOoB C 60/1e3Hbt0 [OLe, HO ee MOXKHO UCMO/b30BaTb
ONA OLEHKM KOCTHbIX NOBPEXKAEHUM, WUCKIOYEHUA
nepenomos. [Mpu MPT mbl MOXem HeMHBA3UBHO OLe-
HUTb COCTOAHME KOCTHOrO MO3ra, YBUAETb NaTONOIM-
YeCcKyto MHOUABTPALMIO, XapaKTepHYO oA 6onesHu
lowe, TakMe OC/NOXHEHUA, KaK oCTeoHeKpo3bl. MPT
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No3BOAAET AMArHOCTUPOBATb W3MEHEeHMA elwe A0
PEHTreHOI0rMYEeCKOM CTaguu.

OueHb BaxHO nposegeHne MPT Kocten B non-
HOM obbeme Ansa onpeaeneHus PacnpoCcTPaHeHHo-
cTM npouecca. CyllecTBYIOT pasHble LWKa/bl OLEHKU
pPacnpoCcTpaHeHHOCTN NHPUABTPAUUK. s OLEHKMU No
WwKane Aioccenbaopda HeobxoaMmo MccnesoBaThb BCO
HUXHIOIO KOHEYHOCTb, TO ecTb beapo, BKAOYan Taso-
6eapeHHbIN N KONEHHbIM CYyCcTaBbl, F0/IeHb, B TOM YMC-
le TONEHOCTOMHbIN CYCTaB, C NOCNEAYIOLWEN OLEHKOM
pacnpocTpaHeHHOCTN MHOUALTPaAUUK B Hannax, uto
NO3BOANAET ONPefeNTb CTENEHb NOPAXKEHUA N OPUEH-
TUPOBATLCA Ha NOJIYYEHHbIN pe3ynbTaT Npu AMHAMM-
yeckom HabnwogeHun. Npu HEBO3MOMKHOCTM BbINOA-
HWUTb CKAHMPOBaHME BCE KOHEYHOCTU HeobxogMmo
NCMONb30BaTb MOANDULMPOBAHHYIO LUKAAY OLLEHKM.
OHa npegnonaraet uccaegoBaHne 6eApeHHOM KoCcTu
C 3axBaTOM Ta306eApPeHHOro M KOJIEHHOMO CyCcTaBoOB
N BEPXHEWN TPETU FO/IEHU — 3TO MUHUMA/IbHBIN 06bEM
nccnenosaHma. 06s3aTeNlbHO A0NKHO 6bITb BbIMOHE-
Hue Tpex nocnegosatenbHocTen T1, T2, T2 ¢ mupono-
[aB/IeHWEM B KOPOHAPHOM NPOEKLUU U C HEBONbLLMM
warom B8 3—4 mm. lMpn 3TOM Mbl MOMKEM BbIABUTb
obpatumble M3MeHeHUA (Takue Kak WHOMAbTpauma
KOCTHOFO MO3ra, OoTeK), U HeobpaTumble (Meaynnsp-
Hble N KOPTUKO-MeayNNAPHblE OCTEOHEKPO3bl, BTOPUY-
Hble apTPO3bl, O4arM OCTeo/nn3a, OCTeOCKNepo3a, ro-
LepoMbl, NaTosorMyeckne nepenombl, gepopmauma
KOCTeW, B TOM YMC/Ee NO TUMY Koib dpieHMaepa).

MoBTOpOCb, OYEHb Ba*KHO BbINOMHATL 06Ceno-
BaHMe KocTel B Mo/sIHOM obbeme € 06s3aTeNibHOM
OLLeHKOM MO LWKasam npu nepBnMYyHoOm obcnesoBaHnm
W NpU ANHAMMYECKOM HabntogeHun. UsmeHeHne nnu
yBennYeHne 6anna ckaxkeT nevalemy Bpayy O TOM,
a[eKBaATHO /1N HA3HAYEHO JieYeHMe, NPaBUIbHO K
nogobpaHa f03a, CTOMT ee YBENNUYUTb, COXPAHATb UK
YMeHbLATb.

MoabITOXKY, HEOOXOAMMO NpOBeAeHME Ha 3Tane
OMArHOCTMKU U B AaNbHelwem Ans AUHAMUYECKON
OUEHKM 3PPeKTMBHOCTM  PepMeHTO3aMeCTUTE b-
HOl Tepanuu B ob6s3aTenbHOM nopsgke: MPT wau
KT opraHoB 6ploWwHON nonoctu ¢ obasaTenbHbIM
nogcyetom obbvema opraHoB; MPT HUMKHWUX KOHeu-
HocTel uenunkom (beapa + ronexHn) unu MPT beaep
C 3axBaToM Ta306eapeHHbIX U KONEHHbIX CyCTaBOB
WU BEpPXHEN TPETU FONIeHElN, C UCMOJIb30BaHNEM TPeX
MMNYAbCHbIX NocneaosaTtenbHocTen (T1, T2, T2 Stir
B COr NpoeKuun) c onpeneneHMeM pacnpocTpaHeH-
HOCTU MHOUAbTPauUuK (No wkane Aroccenbaopda nnu
moanduunpoBaHHON WKane Aroccenbaopda). Takke
KenatenbHo nposegeHne MPT no3BoHOYHMKaA (gns
OLLeHKU MHPUNBbTPALMM KOCTHOIO MO3ra), npu Heob-
xogumocTn P-rpadun/KT opraHoB rpyaHOM KNeTKU.

Ecan mbl roBOpUM O AMHAMMKE, TO NPUMEPHO Ye-
pe3 KaKoW nepuog BpeMeHU Mbl AOKHbI HAaNPaBUTb
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nauMeHTa Ha NOBTOPHbIA ocMoTp? B nnaHoBom no-
pAagke — Kaxgble 12—24 mec.

Ewe xouy pobasutb, YTOo AnA 6onee pocrosep-
HOro onpegeneHna UHPUAbTPALMM KOCTHOrO MO3ra
KenaTeslbHO onpeaensATb B NPOLEHTaX Ko/JMYecTBO
YKMpPa B KOCTAX (TO €CTb }KMPOBOrO KOCTHOrO MO3ra).
[na 3Toro cylecTsyeT crneuMasnbHoe NporpammHoe
obecneyeHne MP-Tomorpados (b6osnee paclmpeH-
HbIl YHKUMOHaN Ha ocHoBe meToga Dixon), KoTopoe,
K COXKaNleHUt0, He BXoaMT B 6a30BbIit HABOp Nporpamm
Tomorpada. 3To nporpammHoe obecneyeHre No3eo-
NAET KONUYECTBEHHO OLEHUTb COAEpP)KaHWe KMpa
M }Kesie3a B PasHbIX TKaHAX, YTO BaXKHO He TOJIbKO 411
naumeHToB ¢ 6ose3Hbto lowe, HO M 418 NaUMeHTOB
C HaKoM/EeHMEeM ¥enes3a B TKaHAX (C remoxpomato-
3aMM, a TaKXKe nepeHeclwrm 60/bloe KoAn4yecTso
remoTpaHcoysnit), NauMeHTOB C KMPOBbIMM rena-
TO3aMK U apyrux rpynn. Moatomy »KenatenbHo npu
npuvobpeTeHnn HoBbix MP-Tomorpados BKAOYATL 3Ty
bYHKLMIO B NAKeT NpnobpeTaemblix MPOrpamm.

E. C. /lanomeHmosa TaK»e oTBeTUNa Ha BONpocC
0 C/ly4anx KOCTHOro Kpusa npu 6onesHu lowe:

— [na 6onesHu lowe xapakTepHbl KOCTHbIE KpU-
3bl, KOTOpble B BONbLLUMHCTBE C/ly4aeB Pa3BMBAOTCA
CNOHTAaHHO, HO MOFYT Ha4yaTbCA U NOC/e NepeHeceH-
HOM BUPYCHOM MHbeKunn. KocTHble Kpu3sbl conpo-
BOXKAAIOTCA MYy4YUTE/NbHBIMM 6ONAMK, MOTYT ObITb
runepemua U 6one3HeHHOCTb B 06/1acTU CYCTaBOB,
pe3Koe CHUKeHWe ABUraTe/IbHOM aKTUBHOCTU. TaKKe
MOKeT HabnaaTbCA NOBbIWEHME TeMMNepaTypbl Kak
80 cybdpebpunbHbIx Lndp, Tak 1 cebiwe 38 °C. Ha BblI-
COTe KpM3a OTMEeYaroTcA eMKOLMTO3 U NOBbILEHHOE
CO3. MpogonKMTenbHOCTb Kpnsa — oT 12—36 4 o
5—10 cyT. Kpu3bl moryt obycnosnmeatbca MHPapKTa-
MM B TPYBUATbIX KOCTAX (YaLle B AMCTabHbIX OTAENaX
b6eapeHHbIX KocTel, NPOKCMMA/bHbIX oTaenax 6o/b-
webepLoBbIX M NaeYeBbix KocTel). KanHuyeckan Kap-
TWUHA MOXO0Xa Ha OCTEOMMUENNT, YTO NPUBOAMUT K JIOXK-
HOMY AMarHosy.

B Hawew npaKTuke 6bls1 pebeHOK C KOCTHbIMW KpU-
3amu. B Bo3spacte 5—7 net ero nepmogmnyeckm becno-
Kounu 6onum B KocTaAx, cybpebpunbHas TemnepaTypa.
MayMeHT HeoAHOKpPaATHO OCMaTpPUBANCA NeanaTpom,
XMpyprom (nposogunacb peHtreHorpadusa, naTtono-
rmn He obHapyKeHo). MpM ocmoTpe peBMaTosIorom
NnocTaBieH AMarHo3 «PeakTUBHbIN apTpuT» (nonyyan
neyeHune). B 12 net nocne nepeHeceHHon BUPYCHOM
MHbEKUMKN cTanm 6ecnoKouTb cuibHble 6oan B npa-
BOW rosieHu, cybpebpuabHas TemnepaTypa, rocnmra-
NIN3NPOBAH MO MECTY KUTeNbCTBa, 60/1€BON CUHAPOM
KynuposaTb He ypanocb. [lepeBegeH B MMUHCKYIO
06/1aCTHYIO AETCKYIO KMHMYECKY0 60abHULY C An-
arHO30M «OCTEOMMEeNUT npaBoit HonblebepuoBoi
KocTu». MpoBegeHa NyHKUMS KOCTW, THOW He nony-
yeH. HasHayeHa MHPY3MOHHas M aHTMOaKTepManbHas
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Tepanua, 6onuM npownu. Jleyawmn Bpay obpaTtun
BHMMaHME Ha M3MEHeHUs B ObLIeEM aHanunse Kpo-
BU: IerKoe CHM»KeHue remornobumHa, CO3 — 56 mm/u.
C AMarHo3om «OCTpblit N1eiKo3» pebeHOK KOHCYbTU-
poBaH B PHIL, 4eTCKON OHKOJIOTMK, TEMATONI0TUK
N MmmyHosormun. MNposeaeHa KOCTHOMO3rOBas MyHK-
LMA, 0bHapYKeHbl KNeTKM, NogobHble KneTkam lowwe.

MpoBeaeHO TreHeTUYecKoe KOHCYAbTUPOBaHMeE,
poobcnesoBaHne, yCTaHOB/AEH AMarHo3 «b6onesHb
lfowe Tmna I». Nocne Ha3zHavyeHUA bepMeHTO3aMeCcTU-
TeNbHOW Tepanuu (Mmurnouepasa, Lepesmm) KocT-
Hble Kpu3bl bonble He noBTopAnnck. Ho Heobxoau-
MO OTMETUTb, YTO NEeYeHb U cesie3eHKa y pebeHKa He
naabnupoBanuncb, Ha Y3W opraHoB 6plolwHON noso-
CTN 06beM ceneseHKn bbbl yBeandyeH B 3 pasa.

B agpec E. C. /lanomeHmosgoli oT mogepaTtopa
NpPo3BYyYano elle HeCKosIbKo BonpocoB: «O4yeHb 4Ya-
CTO ObIBaET TaK, YTo B AebtoTe 3a601eBaHUA HET cpasy
BCEM CMMMNTOMATMKMK, OHA pa3BMBAETCA NOCTEMEHHO.
Hanpumep, negmaTp BbiABUA YCTOMYMBYIO aHEMMUIO,
KOTOpaa He KOPPEKTMPYeTCA NpenapaTamMum Kesesa.
O6HapyKMBaAETCA YBEAUYEHME MEYEHM, CENIE3EHKM.
Ho nauueHTa He HanpasuAM BOBPemsA Ha AajibHeM-
WY AWArHOCTUKY, He HasHauuan GpepmeHTHYI 3a-
MEeCTUTE/NIbHYIO Tepanuto. Yepes Kakoe BpemsA Mnoss-
nAeTca uM apyraa cumntomaTnka? CKONbKO BpemMeHu
MOXeT 3aHATb 3TOT npouecc? Hegenn, mecaupl uam
rogbl? M Kakme CyLLecTBYIOT SiIeKapCTBEHHbIE Mnpena-
paTbl AnA nposeAeHUA GepMeHTHON 3amMecTUTeNb-
HOM Tepanun B Hallel cTpaHe?»

— [uarHocTnka 6onesHu [lowe MOXKeT cTaTb
CNOXKHOW 3ajayeilt ANs Bpayvei, He cneunannusmpy-
toLmMxcA Ha 3Tom 3aboneBaHUM B CBA3M C UX Hepo-
CTaTOYHOWN OCBEAOM/IEHHOCTBIO O PaHHUX NMpPU3HAKaX
n cumntTomax 6onesHu, a TakKe C NOCTaHOBKOM He-
npaBuIbHOrO AuarHosa. o gaHHbIM MccaepoBaTe-
Nel, B cpeHeM NOCTaHOBKA AnarHosa 6onesHu lowe
3aHMmaeT 7—10 net, a nHoraa 6onee AAUTENbHbIN
nepuod. AB6CONIOTHO HEBO3MOXHO MpeacKasaThb,
CKOJIbKO NPOMNAET BPEMEHU OT NEPBbIX KANHUYECKUX
NPOAB/MEHUI, KOTOpble 0OHAPYXWA Bpay, 40 Pas3BU-
TUA BbIPAYKEHHOTO UUTOMNEHUYECKOTO CUMHAPOMaA, re-
naTocnieHomerananun. Y Kaxkgoro naumeHTa no-pas-
HoMmy. ECTb feTH, y KOTOpbIX 6blAN Nerkas aHeMus uam
TpOMbBOUUTONEHUSA, Nerkaa renaTocnieHoOMeranus,
W OaHHble COCTOAHMA PacLEeHMBANM KaK NPoABAEHUA
renaTuTa UAM CMHAPOMA MOPTaZIbHON TMNEPTEH3UM.
NHoraa naumMeHTbl NPOXKUBAIOT BCHO KU3Hb, HE 3HAA
0 Ha/IMuMKM Takoro 3aboneBaHuA, Kak bonesHb Mowe.
B Hawel npaKTuKe 6bin MauMeHT, KOTOPOMY MoCTa-
BMAN AMarHo3 B 75 neT, Korga nNoABUAUCH BbIParKeH-
Hble KoCTHble 6onun. Mpu obcnegoBaHuMM 0bHapy-
KeHa yMepeHHas TpombouuToneHuns, npoBegeHa
KOCTHO-MO3roBaA MyHKLMA, B pe3ynbTaTe KOTOPOW
HanaeHbl KNeTkn, nogobHble Knetkam lowe. B nocne-

aytowem 6bl1 YCTaHOBAEH AMarHo3 «6onesHb lowey.
Korpa ctanu oueHnBaTb aMbynatopHyto KapTy, 0bHa-
PYXWAKN: NPAKTUYECKN Bcerga Obinm nerkas aHemus,
ymepeHHaa TpombouutoneHua, becnokonnm 6onu
B 06/1aCTV NeYeHmn, onepmnpoBaH NO NOBOAY *KenyeKa-
MeHHOI 60ne3HM (YTO CBOMCTBEHHO ANSA MalLMeHTOB
¢ 6onesHblo lowe), no gaHHbIM Y3U opraHoB 6ptoLu-
HOM NONOCTM OTMeYanacb cnaeHomeranua. CornacHo
MexXayHapogHoMy perucTpy 6onesHu lowe, 3abone-
BaHWe B 58 % cnyyaeB AmMarHocTupyeTtca B BO3pacTte
0—20 net (metm M monoablie B3POC/ble), NO3TOMY
[ONKHa BbITb HACTOPOKEHHOCTb, 0COBEHHO Y Neana-
TPOB, B OTHOLIEHWM JAHHOTO 3aboseBaHuA.

CywecTtByeT ABa Nogxona K neyeHuto H6onesHu
lowe: BHYTpMBEHHAA pepmeHTO3amMecTUTeNbHaA Te-
panua ¢ UCNONb30BaHMEM PEKOMOWHAHTHOM KUCAoM
B-D-rntoko3naasbl U nepopasnbHaa cybcTpaTpesyLm-
pytouwLaa Tepanua. B HacToAwee Bpema ana nevyeHus
6onesHu lowe Tvna | v [l gocTynHbI TPU GePMEHTHbIX
npenapaTa: ABa NOAy4YeHbl C MOMOLLBbI TEXHO/IOMMK
pekombuHaTtHoM OHK — umuratouepasa (Cerezyme®,
Sanofi-Genzyme, BnepBble npenapaTt npeacraBaeH
B 1994 r., NONIy4EH HA IMHUN KJIETOK ANYHUKA KUTal-
CKOro xomsKa) n Tanurnouepasa anbda (Elelyso®,
Pfizer/Protalix, npeacrasneH 8 2012 r., noayyeH Ha
JNIHUN  TEeHETUYECKM MOANPULIMPOBAHHDBIX KIETOK
MOPKOBMW); BUOAHANOIMMYHbIM Npenapat — WMUILO-
uepasa (Mnypasnum®, feHepuym, 6bin 3aperncTpupo-
BaH B Poccuickonr ®epepaumm 8 2019 r., nonyyeH
Ha JIMHUKN KNETOK ANYHUKA KUTAUCKOTo XOMAKaA). Be-
narntouepasa anbda (VPRIV®, Shire Pharmaceuticais,
Bnepsble npenapat npeacrasneH B 2010 r., nony4yeH
Ha MHUK KneTok dnbpobnactos YenoBeKka) MCNONb-
3yeTca TONbKO Ans fieyeHuns b6onesHun lowe tmna l.

MepopanbHasa Tepanua npeacTaBfeHa npenapa-
TOM, CENEKTUBHO MWHIMOUPYIOWMM [1IOKO3ULEpa-
MWACMHTETA3y, TEM CaMblM 3amMegnnas BblPaboOTKy
rOKasmaLepammaa. JlekapCcTBeHHbIN Npenapat «Inu-
rnyctaT TaptpaT» (Cergelga®, Sanofi Genzyme), koTto-
pbii 6bn opobperH B CLLUA B 2014 r. 1 EBponeiickom
coto3e B 2015 r., ucnonb3yeTtca B KayecTse npenapaTta
nepBov IMHUK 4S8 B3POC/bIX C 6one3Hblo lowe Tuna .

CerogHs B Pecnybnuke benapycb 3apeructpmpo-
BaHO ABa npenapaTta gnsa GepmMeHTO3aMecTUTENbHON
Tepanuu: umuratouepasa (Mypasmm) n Benarnouepa-
3a anboda (VPRIV).

UpuHa AnekcaHdpoeHa Tapacrok NoAcHWNA, Kak
npouncxoamT obecrneyeHme eKapcTBEHHbIMM Npenapa-
Tamu geten c bonesHbto fowe B Pecnybivke Benapychb:

— Ha cerogHAwWHWIA AeHb AeTU MOAYyYaloT UMU-
rNoLepasy 3a CYeT cpeacTs pecnybanKaHcKoro 6roa-
XeTa. JleyeHne NpPOBOAAT HE TO/IbKO FemaTonoru
W peHTreHosnorM (Auwb Ha nepsbix 3Tanax). Janee
nepeBoAUM MaLMEHTOB MO MECTY XUTeNbCTBa B 06-
nactHble 60NbHULDbI, TaK KaK Kaxable 2 Hen,. e34uTb
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B LEHTP MHOrMM npobaemaTuyHo. MpenapaT no ne-
yeHuto 6one3HM lowe He camblil 4OPOroCTOALWMN U3
bepmeHTO3aMecTUTeIbHON Tepanun. ECTb OrpoMHbIit
NAOC B BO3MOMHOCTU OpraHM3auuu JedeHua: npwm
3G DEKTUBHOCTU U YNYULLIEHUN COCTOAHUA NaLUEHTOB
[,03a nocteneHHo cCHUXKaeTcA. Takum obpasom, u cTo-
MMOCTb 1Ie4EHNA TOXKE YMEHbLUAETCA.

EneHa AHamonbeeHa KanuHuHa nobasuna, 4uto
OCHOBHAA YacTb NaLMEeHTOB — 3TO AeTH:

— bbiBalOT cuTyaumm, Korga AMarHo3 CcraBaTt
NpaKTU4YeCKU HOBOPOXKAEHHOMY pebeHKy, 3To Cayya-
€TCcA B CEMbSX, [Ae Y KOro-TO U3 POACTBEHHUKOB YiKe
AmnarHoctmpoBaHa 6onesHb lowe. B Takux cayyasax
obcnegoBaHMe MOXKET HaszHavyaTbCcA 40 NPOSBAEHUA
cumntomos. B PHIMLU, «Matb u guta» nposogmTtca
onpeneneHne ypoBHA aKTUBHOCTU GepMeHTa B Nei-
Koumutax. [lanee npm M3MeHEHHON aKTUBHOCTU dep-
MEHTa MOYHO MPOBOAUTb MONEKYNSAPHYIO AMarHo-
CTUKY ANA NOATBEPKAEHMA AMArHO3a.

TakKe Mbl 3Haem, 4To 3TO 3aboneBaHMe Hacne-
AYeTca Mo ayTOCOMHO-PELEeCcCMBHOMY TwMy, Koraa
M MaMa, U nana ABAATCA HOCUTENSMWU MaTonornye-
CKOrO reHa, HO OHW 340p0Bbl. OHU KMBYT, HE 3HAtOT
0 BO3MOMHbIX PUCKaXx, U 3Ta MHPOPMALMA CTAHOBUTCA
ONA HUX JOCTYMNHOM TONIbKO TOrAa, Koraa y pebeHka yrke
YCTaHOBNEH AMarHo3. NpoBoauTca MONIEKYNAPHO-TeHe-
TUYeCKasn AMArHoCTMKa pogutenam u cmbcam naumeHTa
O/19 YTOYHEHUS HOCUTENbCTBA MyTaLMiA B CEMbE.

AyTOCOMHO-PELECCMBHOE HacnegoBaHWe npeano-
NaraeT BbICOKUIN pUCK (25 %) NOBTOPHOro poXKAeHWsA
pebeHKa ¢ 6onesHblo lowe. ITOT reHEeTUYECKUA PUCK
aKTyasieH Npu Kaxgon bepemeHHoCTM. Ha AaHHbIN
NPOLECC HMKAK HEBO3MOXKHO MOBAMUATb, 3TO C/yYaHoe
pacnpegeneHue reHa. 3Has sty MHPopmaLumio, Nonyyan
€e OT Bpaya-reHeThKa, CeEMbsi MOHMMAET BbICOKUI PUCK,
W panee C AOKTOPOM MpU MJIaHUPOBaHUKM BepemeH-
HOCTU POAMTENN OBCYKAAIT BO3MOMKHOCTM MpPesoT-
BPALLEHMS MOBTOPHOIO POXAEHUA 6ONbHOrO pebeHKa.
Bpau-reHeTrK MHGOPMUPYET O TAKTUKE, KOTOPAA MOMKET
BK/IHOMATb MHBA3UBHYIO NPeHaTabHYHO ANArHOCTUKY Ha
paHHMX CpPOKax BepemeHHOCTM, NpoBoguTcA buoncma
BOPCMH XOpuoHa ¢ 11-i no 13-t0 Hepx,., onpeaensetcs,
60/1bHOM M NNoA4, fanee cembsl MPUHUMAET peLleHne
0 COXPaHEeHUW UAN NpepbIBaHNK BepemMeHHOCTH.

KoHeuyHOo, Mbl BCE MOHMMaeM, YTO OCHOBHAA 33434a
MeAUNLMHCKON reHeTUKN — 3TO NpodUIaKTUKa poXKae-
HWA NaLMeHTOB ¢ naTtosorven. Jltlobble CKPUHMHIOBbIE
nporpammbl AOMXKHbI Npeanonaratb OTPaboTaHHYHO
W JOCTOBEPHYIO METOAMKY, 06cnenoBaHMe BCEX HOBO-
POXAEHHDbIX. B rnobanbHom nnaHe 6onesHb lowe —
370 TO 3aboneBaHUe, KOTOPOE MOXKET ObITb BKIOYEHO
B MPOrpammMy CKPUHUHra paHHeW AMarHoCTUKW, paH-
Hel NOCTAHOBKW AMAarHo3a, paHHero Havana neyeHus
W, COOTBETCTBEHHO, NMPEAOTBPALLEHUS TAMENbIX KAU-
HUYECKUX MHBAMAM3INPYIOLNX NOCAeACTBUIA.
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Hy»KHO CcKas3aTb, YTO y HAc B cTpaHe pa3paboTaHa
W yTBEPKAEHA KOHLEMNLMA NO PacLUMPEHUIO NPOrpam-
Mbl CKPUHUHTa HOBOPOXKAEHHbIX. B nepcnekTMee mo-
YKET ObITb PAaCCMOTPEH BOMPOC BK/OYEHMA 6osie3Hn
fowe B Nporpammy HeoHaTaslbHOTO CKPUHUHIA IN30-
COMHbIX DonesHel, AnA KOTopbix pa3paboTaHa nato-
reHeTMYecKas Tepanus.

O pesynbratax 3¢PEKTUBHOCTUN IeYEHUs paccKa-
3ana E. C. J/lanomeHmosa:

— CoBpemeHHoe neyeHne 6onesHu lowe 3aknto-
YaeTcA B HA3HAYEHUU MOMKM3HEHHOMN epmeHTO3a-
mMmecTutenbHon/cybcTpatpeayumpylollen — tepanuu,
XapaKTepU3yloLWenca OTAMYHON NepeHOCUMOCTbHO
M BbICOKOW K/IMHMYecKol addeKTnBHOCTbIO. CBOEBpE-
MEHHO Ha3Ha4YeHHOoe nNeYeHne No3Bo/AeT OCTaHOBUTb
nporpeccMpoBaHue 3abonesaHua M NpegoTBPaTUTL
MOpaKeHMe KU3HEHHO BaXKHbIX OpraHos. Y nauu-
eHToB C 6one3Hbto lowe TMNa | Tepanua npusoanT
K 3HAUMTENIbHOMY YNYYLLEHUIO KAMHWUKO-nabopaTtop-
HbIX W YNbTPA3BYKOBbLIX MOKasaTesnel: nocTeneHHo-
MY YMEHbBLUIEHUIO PAa3MEPOB MEYEHU U CENEe3EHKMU,
NOBbLIWEHUIO YPOBHA remornobuHa, TpombouuToB,
CHUMKEHMIO aKTMBHOCTU XWUTOTPMO3MAA3bl U [OKO-
3UCPUHIO3MHA. YIyYllEHUE CO CTOPOHbI KOCTHOM
TKaHU TpebyeT bosee AMTeNbHOro BpemeHu (Ao 8 neT).
MauMeHTbl aKTMBHbI, COLMANIM3NPOBaAHbI, y4aTcs, pa-
60TatoT, CO34at0T ceMbM, poxKatoT aeTeit. OgHaKoO U3-
BECTHO, YTO 3QDEKTUBHOCTb ITUX METOAO0B NeYeHuUs
OrpaHMYeHa Yy MAUMEHTOB C HEWPOHONATUYECKUM
BapmaHTOoM 6onesHu lowe, NOCKONbKY HU pekombu-
HAHTHbIN GEPMEHT, HU UHIMOUTOPLI FOKO3MALEepPa-
MMUACUHTETA3bl HE MPOHUKaT 3¢DEKTUBHO 4yepes
remaTosHuedanmyeckmin 6apbep. Y naumeHToB c Tu-
nom Il v Il 6onesHu lowe Npu pPasBUTUM MUOKAOHUI
W 3MMAENTUYECKUX NPUCTYNOB Ha3Ha4YaloT aMbpoKcon.
[aHHbIli npenapaT AecaTUNeTUAMM UCMNOAb30BasCA
B KauecTBe MYKO/IMTUYECKOTO CPeACTBa, OH AelcTByeT
KaK papMaKONOrM4yecKnin WanepoH ANAa MYyTaHTHOM
Kucnoi B-rnokosmaasbl. AMBpokcon cnocobeH ces-
3bIBaTb HEMPaBU/IbHO CBEPHYTbIe BeNKkn roKouepe-
6po3nAaasbl B 3HAOMNAA3MATUUYECKOM PETUKYAYMe
1 cnocobcTByeT X NPaBUIbHOMY CBOPAYMBAHMIO, MO-
CTYN/IeHMIO B IM30CcOMbl. Ha PpoHe Tepanuun HeBposo-
rMyeckas CMMNTOMATMKa MOKET ynydywmntbes. Nccne-
[0BaHMA MOKasann obHajerKuBalolme pesynbrathbl
B Jle4YeHUM ambBpPOKCONOM B BbICOKMX A03ax (25—
30 mr/Kr/cyT): YyMEHbLIMAOCH YNCNO MUOKNOHWIA, INK-
NeNnTUYECKMX MPUCTYNOB, MOBbICMAACL AKTUBHOCTb.
Ha paHHbit momeHT B PHIML, getckon oHKosormu,
remaTosiorm U UMMYHOMOTMWU NAUMEHT ¢ TMNom ll—
[ll 6onesHu lowe nosyyaeT Kak pepmeHTo3amecTUTe b-
HYIO TEpPANUIo, Tak M aMBPOKCO/, HO Mbl MOKA B Haya-
e NyT1, npumeHaem npenapat 8 gose 20 mr/Kr/cyT.
N nsameHeHus, KOTopble Mbl BUAMM B aHHOM CUTyaumum
(npowen Tpm3m, pebeHOK CTan aKTUBHEE, KOHTAKTHeE),



3kcnepTbl 06CcyXxpatoT

He MoryT He pagoBaTb. Ho cywectsyeTr npobnema:
Y Hac HeT BbICOKUX 4,03 aMbBpOoKCo/a, a Yem CTaplue na-
LUMEHT, TEM BHYLLUMUTE/IbHEE KONIMYECTBO NpenapaTta He-
o0b6xoanmo. Hennoxo 66110 6bl NOKATM NO NYTU NPOU3-
BOACTBEHHbIX aNTeK, KOrAa no 3anpocy M3rotaBaMBatoT
ANA naumeHTa ambpoKcon B Heobxoanmon gose.

Beaytcs nccnegoBaHMA o NPUMEHEHUN aMBpPOK-
cona npu 6onesHn MapKMHCOHA C MyTauuen B reHe
rnoKouepebposnaasbl (cMHapom CuapaHCcKM) U ca-
XapHOM guabeTte 2-ro TMna, ambpOKCON MOXKET CTU-
MY/NIMPOBaTb aKTUBHOCTb HelpomnHuaasbl-1 (NEU1),
obpallas BCNATb PE3UCTEHTHOCTb K MHCY/IMHY M HOp-
Mann3ya YPOBEHbD [NTIOKO3bl Y MbILLEN C OXKUPEHUEM.

Temy anropntmoB HabnogeHUs 3a 60/1bHbIMM 3a-
TpoHyna UpuHa BcesonodosHa Haymuuk:

— Anroputm amnarHocTuKM 6onesHn lowe M Ha-
6nt04eHNA NAUMEHTOB BK/IKOYAET caeaytolme sTanbl.
B oTaeneHne megMKoO-reHETUYECKOro KOHCYAbTUPO-
BaHuA PHML, «MaTtb n guTa» HanpasnsoT pebeHKa
(pexke B3pOCNOro) C KAMHUYECKMMW MPOABAEHUSA-
MW, XapaKTepHbIMKU aas 6onesHu lowe. B reHeTnye-
CKoW nabopaTtopun onpenenatoT yposeHb GpepmeHTa
B-rntokouepebpo3naasebl, B C/lydae ero BbipaxKeHHOo-
rO CHWXEHMA AMarHo3 MOoATBEPXKAAIT MOJIEKYNAp-
HO-reHeTMYecKMm nccaegosaHmem. NauneHTa ¢ noa-
TBEPKAEHHbIM AMArHO30M Mbl Hanpasasem B PHIL,
OETCKON OHKOJIOTUW, remaTosiorMm U MMMYHONOTMU
ONA [ONONHUTENbHbBIX TABOPATOPHbLIX U UHCTPYMEH-
Ta/IbHbIX UCC/IEA0BAHMUN C LIEbI0 OLEHKN COCTOAHMUA
KOCTHOM TKaHW U ApYrnX NPOABAEHUN.
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MapannenbHo NaumeHTa HanpaBAAOT Ha 3aceaa-
HWe pecnybMKaHCKOro BpayebHOro KoOHcUAMyma ana
Ha3HayeHuA pepMeHTHON 3aMeCTUTE/IbHOM Tepanuu.
3acegaHns KOHCUAMymMa npoxodAaT Ha 6ase PHIL,
«MaTb 1 AnTA» NO Mepe HeobxoANMMOCTH.

O6bluHO nepBble BBEAEHMA Mpenaparta MNpoBoO-
aatca 8 PHMLU, petckol OHKonorum, remaTonorum
n ummyHonoruu. E. C. JlanoTeHTOBa ABNAETCA KOOP-
OVHATOPOM MO JIeYeHUo U HabNOAEHMIO NALNEHTOB
¢ bonesHbto lowe. [eTtn, npoxueatowme B MuHcke
M MuUHCKOM 06nacty, TakXe Nnoay4yaloT JieyeHue
B8 PHILL aeTckoi OHKONOIrMKU, remaToioTun N UMMY-
Honoruu. NaumeHTbl U3 APYrnX PerMoHOB Noay4atoT
NeyeHne B remaTosIoTMYecKux otaeneHuax obnact-
HbIX YYpeXAeHUI 34paBOOXPAHEHUS, UX KypUPYLOT
MeCTHble Bpayun. Ho nepnoguyeckm um Heobxogmmo
npuesxatb B PHIIL, aeTckol OHKo/OrMKM, remaTosio-
MW U UMMYHOIOTUM ANnA obcnefoBaHUsA, BO3SMOMXKHO-
ro U3MeHeHUA A03bl NPU YAYYLIEHUN UAK YXYALLEHUN
COCTOAHMUA.

Takmm 06pa3om, paHHASA MOCTAaHOBKA AMarHosa
«bonesHb lowe» 1 cBoeBpeMeHHOe HazHaYeHMe NaTo-
reHeTMyeckon Tepanun (bepmeHTo3aMecTUTENIbHOM,
cybcTpapeayumpyloleit) onpeaenstoT 6naronpuat-
HbI/ MPOrHO3 M 3HAYUTE/IBHO YNTYYLIALOT Ka4YeCTBO »KM3-
HW NauvUeHTOB, NPeaoTBpalLaA MUX MHBANMAM3AUMIO,
OAET Hajeay TAXeNbIM MauMeHTaM Ha MOJHOLEH-
HYIO, LOATYIO, MJIOAOTBOPHYHO }KU3Hb.

Mamepuan nodzomosuna 4. A. YepHas

Appec pegakuuu:

yn. ®abpuumyca, 28, 220007, r. MuHcK

TenedoHbl: +375 17 368-21-66, +375 17 368-21-48
E-mail: zdrav1924@gmail.com

C nHdopmaumen «K cBegeHWo aBTOPOB» MOXHO 03HAaKOMUTLCS
Ha canTte www.rnpcmt.by
YupexaeHve He HeceT OTBETCTBEHHOCTU 3a CoaepaHue
peknamHbIx 06bSABNEHNIA.
Mpwn ncnonb3oBaHWKM MaTepPUanoBs XypHana cebinka
Ha «3apaBooxpaHeHue. Healthcare» obszaTenbHa.
MoAnucHble HAEKCHI:

Ons opraHusauun — 749122

ONa MHAMBMAYanbHbIX NOAMUCHMKOB — 74912

CBunAeTenbCTBO O rOCYAapCTBEHHOM perncTpaumm cpeactsa MaccoBom
nHdopmaumn Ne 562 ot 12.08.2025, BblgaHHoe MuHUcTEpCTBOM
nHopmaummn Pecny6nukn Benapycb

3aBegytowas cektopom [l. A. YepHas

PepakTopebl: E. M. Bunbatok, C. A. longapb

Mpuem ctaten, nHcpopmaums, peknama T. 1. BpoHckasi
Bepctka [1. A. YepHas

Moanucaxo B nevats 28.11.2025. Tupax 152 ak3. 3ak. 1094
locynapcteeHHoe npeanpustue «CtponMeaunallpoekT»
JIN Ne 02330/71 ot 23.01.2014
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