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BBEJIEHUE

['pynina nu3zocomManbHbIX 00Jie3el HAKOIJIEHUs BKJItoUaeT 0osee 50 u3BECTHBIX
FeHEeTUYEeCKUX  3a00J€BaHUM,  BBI3BIBAEMBIX  BPOXKICHHBIMU  HApYyIICHUSIMHU
MeTtabomm3ma. O01mIast pacmpoCTPAaHEHHOCTh 3TOM TPYIIIBI 3a00JICBaHUI COCTABIISET
1 ciyudait Ha 7700 HOBOpOXKACHHBIX. CTENEHb TSHKECTH ITOW MATOJOTUU BapbUPYET B
MIUPOKUX TIpejesiax. Bce OHM SBISAIOTCS MNPOrPECCUPYIONIMMH, BBI3bIBAIOIIMMU
MYJIBTHCUCTEMHBIC HEOOpaTUMBbIC TOBPEKACHHS, HEPEIKO YIPOXKAIONINe >KHU3HHU.
bonesnp 'ome — ogHa U3 Hambosee pacHpoCTpaHEHHBIX JTU30COMANBHBIX OOJIE3HEH
HAKOIUJICHUS, TIPUBOAIIAS K MPOTPECCUPYIOMUM U HEOOPATUMBIM TTOBPEKICHUSIMHU
BOKHBIX OPTaHOB W TKAaHEW OpraHm3Ma. PaHHSS MMOCTAaHOBKA JWarHo3a W paHHEE
Hayauio (PEepMEHTO3aMECTUTEIIbHON Tepanuu TIO03BOJISET CYIIECTBEHHO YIIYUIIHUTh
MIPOTHO3 U T€UCHUE 3a00IEeBaHUSI.

JlanHoe mocoOue mpeHa3HA4YeHO )i MeAUaTpoB, TEPareBTOB, TeMaTOJIOTOB,
Bpayei-UHTEPHOB, KIUHUYECKUX OPJAUHATOPOB M COJIEPKHUT HHPOPMAIUIO O

KJIMHUKE, TMarHOCTUKE U JICUeHUH 0oJe3Hu [ 'omie y nerei.

BOJIE3Hb I'OLIE: OTUOJIOI'US U TATOI'EHE3

bonesup INome (MKB 10: E 75.2) — penakoe HacleICTBEHHOE HapyIICHHUE
oOMeHa BEIIEeCTB, OTHOCSIIEECS K IM30COMHBIM OO0JIE3HSIM HAKOIUIEHUS, IPU KOTOPOM
B pesynbrare MmyTtanuu B TeHe GBA, xkomupyromem IU30COMHBIN (hepMeHT
IIIIOKOLIepeOpo3uAa3y, BO3HUKAET CHUKEHHE €ro aKTHUBHOCTH, NPUBOJSAIIEE K
HAKOIUICHUIO TJIMKOC()HUHTONMIUAOB B OpPraHax M TKaHAX, MPEUMYIIECTBEHHO B
KOCTHOM MO3T€, CEJE3€HKE M TEYEHH, YTO MPOSABISIETCS TeNaToCIJIEHOMEraaueH,
aHeMuen, TpOMOOIIUTOTICHUEH, TOPAKEHNEM KOCTHOW CHCTEMBbI M B PsJe CIy4yacB
HEBPOJIOTHYECKUMU HapymieHusMu. bone3ns ['ome Oplna BriepBeie omrcana B 1882 r.
P. C. E. Gaucher, kotopbiii uaeHTU(UIIUPOBAT HATOTHOMOHHYHBIE IJIsS JAHHOTO
3a001eBaHusl KICTKH — Makpodaru, HaKarjIuBalOIIUe JIMIHIbI, TTO3/{HEE Ha3BAHHBIC
kierkamu ['ome. IIpucyrcTBue nByx MyTaHTHBIX ayseneit renHa GBA accouuupyercs
CO 3HAYHUTEIbHBIM CHWXEHHUEM AaKTUBHOCTU TIJIIOKOIEPeOpo3uas3pl, (yHKIIHS

KOTOpOH 3aKJIF0YAETCS B Jerpagau TJIMKOC(UHTOJTUTINIOB (v
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TITFOKOTIEPEOPO3UI0B, TIIOKO3MWIIIEPAMHIOB) 10 TJIFOKO3HI M 1epamua. HakorieHue
B JIM30COMaxX MakpodaroB HEYTHIM3UPOBAHHBIX JIUTIAIOB MPUBOIUT K 00OPa30BaHUIO
XapaKTepHBIX KIETOK HakorieHus (kinetok ['ome). K HacTosmemMy BpeMeHH OIKUCcaHo
okojio 500 paznmuunbix mytanuii reHa GBA, w3 xotopsix 4 (N370S, L444P, 84GG,
IVS2+1) Bctpeuarorcss HambOonee wacto M coctaBisiioT 90% Bcex MyTaHTHBIX
aJJieNiel TeHa B MOMYJISAIMN €BpeeB allkeHa3u U okojo 60% MyTaHTHBIX ayeneid y
OOJIBHBIX JIPYTHX dTHHUSCKHX Trpyml [1, 2, 3, 4, 5, 6].

[TpucyTcTBHE ABYX MYTaHTHBIX aJJieJied TeHa COMPOBOXKIACTCS CHIKCHHUEM
<30% KkaTaqTUTHYECKOW aKTHUBHOCTH TIIOKOIEpeOpo3naa3bl, UYTO MPHUBOIUT K
HaKOIUICHUI0O B JM30COMax MakpodaroB HEYTWIM3UPOBAHHBIX JIMMHIOB H
00pa30BaHUIO XapaKTePHBIX KJIETOK HaKoIuieHus (KieTok [ omie) — meperpyKeHHbIX
munuaamu - Makpodaros. CneactBuemM  JaHHOTO — MeTabosudueckoro  aedexra
SBJISIFOTCSI:

1. xpoHudeckasi akTUBaIUsl MakpoharaibHOU CUCTEMBI,

2. ayTOKpPWHHAs CTUMYJSIUS MOHOIIMTOINOd3a H yBEJIHUeHHE aOCOIIOTHOTO
KOJIM4YeCcTBa Makpo(haroB B MecTax «(U3HOJOTUYECKOTO JIOMay: CEJIe3eHKa, MeUYECHb,
KOCTHBI MO3T, CJEICTBHEM YEro SBISIOTCS CIUICHOMETaIHs, TermaToMerajus,
UHOUIbTpAIUs KOCTHOTO MO3Ta,

3. HapylIeHUE PETyISITOPHbIX (GYHKIUNA MakpodaroB, 4YTO, MPEANOJIOXKUTEIBHO,
JSKUT B OCHOBE IMTONMEHWYECKOTO CHHIPOMA W TOPAKECHHUS KOCTHO-CYCTaBHOM
CUCTEMBI.

Yacrota BcTpeuaemoctu Oonesnu ['ome cocrasmser 1:40000 — 1:70000.
3a0oyieBaHMe HACIeAyeTcs 10 ayTOCOMHO-pelieccuBHomy tumy [7, 8, 9]. Ha
OCHOBaHMH 49 WHCClIeJOBAaHUN TIO OIEHKE DJMHASMHOJOTUN JaHHOW IMaTOJOTHU 32
nepuoa ¢ 1990 mo 2015 rr. 6bUIO TOKa3aHO, YTO YACTOTA BCTPEUAEMOCTH OOJIE3HU
I'ome cocraBaser ot 0,39 ngo 5,80 nHa 100 000 HOBOpPOXKICHHBIX, a
pacnpoctpaneHHOCTh — 0T 0,70 mo 1,75 na 100 000 nacenenus [10]. HecmoTpst Ha TO,
4yT0 00JIe3Hb [ Ollle SABISETCS MAaHAITHHYECKUM 3a00JICBAHUEM, Y €BPEEB-allIKCHA3! €¢
JacToTa sBJseTCs Hanbojee Bhicokor U gocturaer 1:450 — 1:2500 HOBOPOXKICHHBIX

[7]. YacTtoTa reTepo3uroTHoro HocuTeabcTBa coctapisieT 1:640 — 1:3969 B pa3HbIxX
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stHrueckux rpynmax u 1:10 — 1:18 y eBpees-amkenasu [11, 12, 13, 14]. B psne
CTpaH OTMEYaeTCs MpEeBAIMPOBAHUE OMpeeiaeHHBIX GopM 3aboneBanus: B EBpore,
Kanane, CIIIA u ABctpanuu Hanbosee pacrpocTpaHEeHHOU sBisieTcs: 0ose3Hp ['orne
I Tuma, B To Bpems kak B Erunrte (manectuHckue apaOwi), Anonun, CeBepHOI
[Beruu (pernon Hopp6otren) wu Ilonbine, oTMedaeTrcs BbICOKAas 4YacToTa
XPOHMYECKON HEMpOHOIMaTuueCcKoi (popMbl 3a00JIeBaHUS C YacTOTOH B cpeHeM 1:50
000 [7, 15, 10, 9]. [To gaHHBIM ITEAMATPUIECKOTO perucTpa O0ose3nu ['omie y pereii B
Poccuiickoit denepainuu pacrpocTpaHeHHOCTh 3a0oeBanus coctapiset 0,32 Ha 100

000 nerckoro HaceneHus [16].

KIACCUOPUKAIUA
bonesup Tome — XpoHuyeckoe mporpeccupyrouiee 3a0oieBaHUE C
BAPBUPYIOIIMM  CPOKOM MaHU(pECTallud ¥ TEeTEPOTCHHOCTHI0  KIMHUYECKUX
MPOSIBJICHUM OT OECCUMNTOMHBIX JI0 TMEpUHATANBbHO-JIETaNbHbIX (opm. B
COOTBETCTBMM € HaauuueM win otrcyrctBueMm nopaxenuss L[HHC wu  ero
O0COOEHHOCTSIMU BBIICIISIOT TpY TUNA OoJie3nu [ ore:

— Ttun | — 0e3 HEBPOJOTUYECKHX MPOSBIECHUN, HaubOosee 4YacThlii BapUaHT
3abosieBaHus, HaOMoaeTcs y 94% nmanueHToB;

— tun Il (ocTpblii HEMpPOHONMATHUECKUI) — BCTpPEYAETCs Yy JI€Te paHHEro
BO3pAacCTa, OTINYAETCS MPOTrPECCUPYIOLIUM TEYEHUEM U TSKEBIM MTOPaKEHUEM
HHC, BemymmuM K JieTaJibHOMY HCXOAy (OOJbHBIE PEIKO JI0XKUBAIOT IO
BO3pacTa 2 JieT);

— tun Il (xpoHuueckuii HelpoHONMaTHYECKUU) — oObeauHsET OoJsee
Pa3HOPOJHYIO TPYNIy OOJNBHBIX, Y KOTOPHIX HEBPOJOTMYECKUE OCIOKHECHUS

MOTYT IPOSIBIIATHCS KaK B PAHHEM, TAK U B TOAPOCTKOBOM BO3pacTe.

KINMHNUYECKUE ITPU3HAKU BOJIE3HU I'OLIE
bose3sns Tome 1 Tuna (HeHeiipoHomaTu4yeckuii TUm) — HauOoJee
pacnpocTtpaHeHHass ~ ¢opma  3a00JieBaHMs,  XapaKTEPU3YIOLIAsiCd  CUJIBHO

BapBUPYIOIIMM CPOKOM MaHHU(ecTallud B JIIOOOM BO3pACTE, PA3THUYHON CKOPOCTHIO
6



IIPOTPECCUPOBAHNS,  HEOAHOPOJHOM  CTENEHBIO  BOBJIEUEHHUS  OPraHOB W
BBIPOKEHHOCTHIO KIIMHUYECKUX MTPOSIBICHUHA OT MPAKTHYECKH OECCHMITOMHBIX (HOpM
710 MIPU3HAKOB TSHKEJIOr0 MOPa)KEHUs BHYTPEHHUX OPraHoB (TeraTrocIijieHOMerasus),
CUCTEMBbl KPOBETBOPEHHSI (LIMTONEHUSI) U  OIMOPHO-IIBUTATEIILHOTO ammapara
(XpoHHUecKHE KOCTHBIE OO0JHM, KOCTHBIE KpHU3bl, OCTEOHEKPO3bl, OCTCONECHHUS,
OCTEOIOpO3, TMATOJIOTMYECKUE TEepesioMbl) 03 BBISBICHUA ClenUu(pUUIECcKuX
HEBPOJOTUYECKUX CUMIITOMOB [2, 3, 4].

Ora ¢Qopma 3aboneBaHuss B MNPOIUIOM TPaKTOBAjJach HCKIIOUUTEIHHO Kak
B3POCTIBbIA KIMHUYECKUA BapUAHT, OJHAKO Yy OOJBIIMHCTBA MAIIMEHTOB IPOSBICHUS
3a00€BaHUsl MMEIOTCS YK€ Ha TEPBOM M BTOPOM JECATUIIETHM KU3HU. PaHHMIA
Ne0I0T KoppenupyeT ¢ 0ojiee TSHKENbIM TEUEHHEM W BBICOKUM PHUCKOM Pa3BUTHS
ocioxHeHnit 0e3 cnemnuduueckoro Jseuenus [9,17]. bonesns lTome 1 Tuna
OTJINYAETCSI OT HEHPOHONMATUYECKUX (POPM OTCYTCTBHEM PaHHETO CHEIU(pUYECKOro
nopaxkenus [[HC. Onnako HEBpOJOTrHYECKUE MPOSIBICHUS B BUJE NepudepruiecKoit
HEeWponmaTud W CHUHAPOMA MAapKUHCOHWU3MA OTMEUEHbl Yy B3POCIBIX MalMEHTOB
CTapuieil BO3PacTHOM TpyNmbl U 3TH CUMITOMBI 3HAUYUTEIIBHO CHUXKAIOT KayeCTBO
xwu3Hu [18, 19].

[Iporno3 3abosneBanus  OJarompusITHBIM  MpU  JIETKOM  TEYCHUH U
CBOEBPEMEHHOM Hayalie MaToreHeTH4ecko tepanuu. [Ipm HeoOpaTUMBIX KOCTHBIX
MOPAKEHUSIX TOKA3aHO XHUPYPrUYECKOe OPTONEIUYECKOE JIEUYEHHUE, MO3BOJISIIOLIEE
COLMAJIM3UPOBATh NAIUEHTOB.

bose3nb T'ome 2 Tunma (MHGAHTHIBLHBIN/OCTPBIA HEHPOHONATHYECKUI
TUN) — HauOozee penkas (Gopma sroro 3abosieBaHus, ACOIOTHUPYIONIAsT B TIEPBOM
MOJIYTOJIMY KU3HU B BHUJIE TSDKENON OBICTPO MPOTPECCUPYIONICH HEBPOIOTHYECKOM
CUMIITOMATUKH, BBIPAKEHHOM TeMaTOCIUICHOMETAIUU C Pa3BUTHEM BTOPUYHBIX
WH(DEKITMOHHBIX OCIOKHEHUU. Psiji aBTOPOB BBIACIAIOT JBa KIMHUYECKUX BaphUaHTa
storo tuna Ooxne3nm I'omre. Ilpu mepuHaATaIBHO-NETATBHOM (DOopMe OEpeMEHHOCTH
Marepd OOBIYHO OCJIOXHSIETCSA BHYTPUYTPOOHOM BOJSHKOW IUIOJA U €ro
aHTEHATAIbHOM CMEpPThIO, JIMOO TPEKIECBPEMEHHBIMU pPOJAMU W CMEPTHIO

HOBOPOXJAEHHOTO B OJIMXKaWIIMe CYTKH Mocie poxaeHus. YacTo y HOBOPOKIACHHBIX
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BBISBJISICTCST MXTWO3. g NMaHHOro (heHOTHIAa XapakTepHbl HEBPOJIOTHYECKHE H
BUCLIEpAJIbHBIE HapyIlIeHUs, AucMopdosiornyeckue u3MeHeHus jguna [6, 20, 21].
Pannsisi mmaneHuyeckass gopma JeOIOTUPYET B MEpBbie 6 MecCsIleB >KU3HU B BHJIE
KJIIMHAYECKOT0 CUMMIITOMOKOMILIEKCA, BKIIOUaroniero npusHaku nopaxenus LHHC u
BHYTPEHHHX OPTaHOB: BBIPOKEHHAS TenaToCIIEHOMETanus; OyiabOapHbIA CHUHIPOM
(muchonusa, npucdarusd, au3apTpusa); TpU3M; OuiarepaibHOoe (PUKCHPOBAHHOE
KOCOIJIa3ue;  NPOrpecCHpylolMe  MNUpaMUJHBIE  HapylleHuss  (Terpamnapes,
runeppedaekcusi, CHaCTUYHOCTh MBI C PETPAKIUEeH 1€, TOJI0KUTEIbHBIN
cUMIITOM baOWHCKOTO W JIpyrue MaTOJIOTHYECKHE PEQIICKCHI); MPOTPECCUPYIOMIAs
3a/iepKKa TICUXOMOTOPHOTO PAa3BUTHSA U IOTEPs paHee NPHOOPETEHHBIX HABBIKOB,
TOHUKO-KJIOHUYECKUE W JIPYTHE THUIbI CYJOPOKHBIX IMPHUCTYIIOB, PE3UCTEHTHBIX K
TepaIruy MPOTUBOIMHICITHICCKUMH TTpernapatamu [20,21,16].

[Iporno3 mpu Goneznu [ome 2 Tuna kpailHe HEOIArONPUSTHBIA, CMEPTh
MalMeHTOB HACTYIaeT IO TMPUYMHE AbIXaTE€bHOW HEIOCTATOYHOCTH BCIIEICTBUE
aCIUpPalMOHHOM MHEBMOHUU WM PECIHUPATOPHOIO IUCTPECC-CHUHIpOMAa Ha (OHE
OynbOapHBIX HEBPOJIOTUYECKUX paccTpoiCTB (HapyiieHue [JIOTAHMUS,
nonepxupanue). Bo3pact rudenu naneHToB BapbUPYET OT PAaHHETO HEOHATAJIbHOIO
nepuoza 10 4 Jert, B CpelHEM cocTaBisieT 9 mecanes [22, 23].

boaesnr Tome 3 Tunma  (IOHOLIECKHI/XPOHHYECKHIT/TMOIOCTPBbI
HelpOHONATHYeCKUl THIT) — TPOMEXKYTOUYHAs hopMa Mexay OomnesHbto [ome 1 u 2
TUTOB, XapaKTEPHU3YIOWIAsCS Hapsly C MOPaKEHHEM NapeHXMMATO3HBIX OpPraHOB
HATMYUEM HEBPOJIOTHUECKUX TPOSBICHUIA, CXOJHBIX C TAKOBBIMH MPH 3a00JIEBaHNU 2
THUIIa, HO MEHEE TSAKENO BbIpaKEHHBIX. B oTnnune ot 3aboneBanus 1 Tumna creneHb
rernaroCciViCHOMETaauy BbIpakeHa Ooubllle, a TOpaXEHHE OCEBOTO CKeJeTa
XapakTepu3yercs: 004ko00pa3Hoi nedopManel TPy IHOM KIETKH U KU(OCKOIMO30M
nmo3BoHouHnka [20, 21]. B OompmmHCTBE ciydaeB Oosie3nb [ome 3  Tuma
XapakTepu3yercs 0ojiee MO3IHUM M IIMPOKO BapbUPYIOIIMM CPOKOM JebroTa oT 1
Mecana A0 14 gjer, Oojee MENJEHHBIM XapaKTEpPOM MPOrPECCUPOBAHUSA U
pa3HOO0pa3HON BHIPAKEHHOCTHIO HEBPOJOTMUECKONM CHUMITOMATHKU C J€OIOTOM B

Bo3pacte oT 6 no 15 ner [24, 9, 16]. OCHOBHBIMU M pPaHHUMHU HEBPOJIOTHYECKUMU
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MPOSIBJICHUSIMU  ABJISIFOTCSL  IJ1a30/BUTATENIbHBIE PACCTPOMCTBA — OKYJOMOTOpPHAs
ampakcHsi W/WiIM Kocoriasue (CTpabusM), KOTOpbI€ JIMTEIbHOE BpEMS MOTYT
OCTaBaThCS EIUHCTBEHHBIM TMPOSIBJICHUEM 3a00J€BaHUS, MHOKJIOHHUU, KOTOpPHIC
IIOCTENIEHHO HApPACTalOT U MEPEXOJAT B I'€HEPAJTU30BAHHBIE TOHUKO-KJIOHHYECKHE
cynoporu. Co BpEMEHEM IMPOTPECCUPYET HSKCTpalHUpaMHIHAS  PUTHUIHOCTb,
MHTEJUIEKTYaJbHble HapylleHUus (OT HE3HAYUTENbHBIX HW3MEHEHUH [0 TSKEIOon
JE€MEHIINM), PaccTpocTBa NUChbMa W peud, Aud@y3Has MbIIEYHAS TUIIOTOHUS
CMEHSIETCSI CIIACTUYHOCTBIO. BO3MOKHBI M3MEHEHUS MOBENCHUS, SIHU30/blI IICUX03a
[24, 9, 20, 21].

Ps1 aBTOpOB BBIIETSAIOT HECKOJIBKO BapruaHTOB Oone3nu ['ome 3 tuna. 34 mun
XapaKTEpU3yeTCs npeobiagaHueM HEBPOJIOTMYECKUX IIPOSIBIICHUN
(reHepann30BaHHbIE MHOKJIOHMYECKHE TPHUCTYIbI, aTaKCHs, OKYJIOMOTOpHas
amnpakcHsi, KOTHUTUBHBIE PACCTPONCTBA) U OOBIYHO MaHU(ECTUPYET B JETCKOM WU
OJIPOCTKOBOM Bo3pacTe [20, 21].

VY nauuentoB ¢ 3B munom npeobiiafaeT nopakeHUe BHYTPEHHUX OPraHOB U
KOCTHO-CYCTaBHOW CHCTEMBI, BOBJIEUeHUE B naTosiorndeckuil mpouecc ITHC moxer
MPOSIBIISITHCS TOJIBKO TJ1a30/IBUTaTEIbHBIMUA PACCTPOMCTBAMU B BUJIE OKYJIOMOTOPHOM
anpakcun U crpabusma. OO6biyHO 3B THM ManudecTHpyeT B paHHEM BO3pacTe
rernaTrocIuieHOMerajalei, a KOCTHas MaToJIOTHs MPOSBIAETCS B BHUAE AepopMaliuii
IPYAHOM KJIETKH M BBIPAKEHHOrO0 KH(POCKOJIMO03a 0€3 KOCTHBIX 00Jied M KOCTHBIX
kpu3oB [20, 21].

3C mun (cepaeuHo-cocynucras (opma) — JIOBOJBHO PpEIAKUAN BapHaHT
XPOHUYECKUI HEUPOHOMATUYECKON dbopmbl, TP OSBISIOIIUHCS
renaToCINIEHOMETANINEN; HEATEPOCKIEPOTUYECKUM NOPAKEHUEM CEepALa U KPYITHBIX
COCYIOB B BHJI€ KaIbLM(PUKALMK CEPACYHBIX KIAMAHOB, A0OPThl M KOPOHAPHBIX
apTepuid M Pa3BUTHUEM 3AaCTOMHOW CEPACYHOM HENOCTATOYHOCTH; OKYJIOMOTOPHOM
anpaKCuu; MOMYTHEHUEM POTOBHIIBI;

[Tpo10KUTENBEHOCTD KU3HU NpU OoJie3Hu ['omie 3 Tuma B 3aBUCUMOCTH OT

KIIMHUYECKUX BapUAHTOB BapbupyeT ot 4 g0 60 net [22, 23].



Penkue ximHudeckne mnposiBieHus bl mpeacTaBieHbl NOPAKEHUEM JIETKHX,
pa3BUTHEM TolIepoM (TICEBIOONMYXOJei) U MOHOKJIOHAJIbHOW rammanatuu [16, 25,
26, 27]. IlopakeHue JETKUX C Pa3BUTHUEM JICTOUYHOW TUIIEPTEH3UU OTMeuaeTcs B 1%
Cllydya€B M MPEUMYIIECTBEHHO VY CIUIEHPKTOMHUPOBAaHHBIX NAlMEHTOB. ['eHe3
BOBJICUCHHS JIbIXaTENbHOM CHCTEMBbl 1O KOHIIA HE SICEH, BO3MOXKHO, IMOpaXKeHHE
o0ycioBiaeHO WHOWIbTpAlMEH W3MEHEHHBIMU Makpodaramu (KjiaeTkamu ['ore)
JETOYHBIX COCYIOB M ambBeod [27]. Tomepombl TpenCTaBiIsSIOT — COOOM
OITYXOJICTIOJI00HBIE CTPYKTYPBI, XOPOIIO BHU3YaJIU3HPYEMBbIE MPHU YIbTPa3BYKOBOU
OUArHOCTUKE MW KOMIIBIOTEPHOW WJIM MarHUTHO-PE30HAHCHOW TOMoOrpaduu c
KOHTpAacTUpOBaHUEM. JlaHHBIE CTPYKTYpbl BBISBISIOTCS MPEUMYIIECTBEHHO B
CEeJIe3€HKE WM TEeYEeHU U TMPEJACTABISAIOT COOOW CKOIUICHHS KIETOK [omie wiu
3amMecTUBIIMK uX (GUOPO3, KOTOPHIM TpeOYIOT TUHAMUYECKOTO HAOIIOJICHMS, a HE
arpecCMBHOM TakTUKHU [26]. YacToTa MOHOKJIOHAJIBHOW TaMMamaThUd C Pa3BUTHEM
MHUEJIOMHOM O0JIE3HU 10 JAaHHBIM CTATUCTUKHU y MAIMEHTOB ¢ OoJie3HbI0 ['o111e BhIIIIE,
OJIHAKO, JAaHHOE KJIMHUYECKOE TMPOSBIEHUE BCTPEYAETCS TOJNBKO Yy B3POCIBIX
ManyeHToB [25].

[Ipu Oose3nu l'omie ycCTaHOBJIEHBI ONpEAEIEHHbIE T'€HO-(PEHOTUITUYECKUE
koppensuuu. Ilokazano, uro myrtamus c.1226A>G, p.Asn409Ser (p.Asn370Ser no
CTapoll HOMEHKJIAType) B TOMO3UTOTHOM COCTOSSHUM HUJIM B KOMOWHAIIUU C JIFOOBIM
IpYTUM ajuiesieM OpuBoIUT K Oone3nu ['omre 1 Thna, a MNHAKTUBUPYIOIIME TOUYECUHBIE
MyTallii, PEKOMOWHAHTHBIC AaJlJIeJIM M KPYMHBIE JENEIUU aCCOIMUPOBAHBI C
HeWpoHonaTuYecKkuMu (popmamu 3adoneBanud. Mytamus c.1448T>C, p.Leu483Pro
(p.Leu444Pro mo crapoit HOMEHKJIAType), OJHA W3 CaMbIX YaCThIX, OMHKCAHa IPH

6ouse3nn ['ome 2 tuma [6].

JTUATHOCTHUKA
[Tpu cbope anamHe3a u xan00 cieayer oOpaTUTh BHUMaHUE HA HATMYHE:
— 3aJePKKH (PU3UIECKOTo U IOJIOBOTO PA3BUTHS;

— ¢1a00CTH, MOBBILIEHHON YTOMIISIEMOCTH, YACTHIX PECIUPATOPHBIX MH(EKIIHIA;
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— TPOSIBJICHUI CIOHTAHHOT'O TeMOpPParuuecKoro CUHApoma (B BUIE MOJIKOXKHBIX
reMaToM, KPOBOTOUMBOCTH  CIIM3HCTBIX  000J0YEK) WM  JUIMTEIBHBIX
KPOBOTEUEHHU MPU MAJIBIX ONIEPATHUBHBIX BMEIIATEIIbCTBAX;
— 0ojeil B KOCTAX M CyCTaBax; JAaBHOCTb, XapakKTep M JIOKaJu3aluio OOJIeH,
HaJINYMeE B MPOLUIOM IIEPEIOMOB KOCTEM;
— MPEIIIECTBYIONIECH CIJICHAIKTOMUM (TIOJHON MU YaCTUYHOM);
— HEBPOJOTHYECKOW CHMIITOMATHKH  (TJIa30/JBHTaTebHAS  alpaKkCHs WA
CXOIdIIeecss KOCOIJa3We, AaTakCus, TMOTEpsl HWHTEIUIEKTa, HapylIeHUs
YyBCTBUTEIBHOCTH U AP.);
— CceMeHHOro a"amMHe3a (HaJdW4ue CIUIEHOKTOMHUU WJIM TEPEUUCIICHHBIX BBIIIE
CUMIITOMOB Y POJIHBIX OpaTheB U CecTep).
du3zukaabLHoe 00C/IeI0BAHUE BKIIOYACT MU3MEPEHUE pPOCTa M MaCChl Tena,
TEMIEPaTypbl TENa, OLUEHKY COCTOSHHS KOCTHO-CYCTaBHOW CHCTEMBI, BBISIBJICHUE
MIPU3HAKOB T€MOPPAru4ecKoro CHHAPOMA, rernaTociyieHoMeraauu, TuMdaaeHonaTuu,
a TaKXke CBOCOOpa3HOM rMNEePIUTrMEHTAlMN KOKHBIX MOKPOBOB B 00JIACTU KOJEHHBIX
Y JIOKTEBBIX CyCTaBOB, XapaKTEPHOM JIJIsl MAIMEeHTOB ¢ 60se3Hb10 [o1re.

JlabopaTopHbIe THATHOCTHYECKHE MUCCJIEJ0BAHUS

Juarnos 6omne3nu ['o1ie ciieryeT mpeanoaokuTh y MalUeHTa ¢ HEOOhICHUMOMN
CIUICHO- M TeNaToOMErajvuen, LUTOINECHUEH W CHUMIITOMAaMH ITOPAXEHHS KOCTEH.
buoxumudyeckum KputepuemM TOYHOTO JUArHO3a SIBISETCS CHIKEHHE aKTUBHOCTHU
dbepmenTa B-D-rimroko3uaasel B KpoBu [16, 8, 11]. B HacTosiiee Bpemsi TuarHocTUKa
Ooniesnu lomie ¢ ompeaeneHMEM aKTUBHOCTH (epMEHTa dalle MPOBOAUTCS 10
MATHAM CyXOWl KpPOBHU C MCIOJIb30BAHUEM METOJIa TAHJAEMHON MacC-CIEKTPOMETPUHU.
[IpeumyiecTBaMu JTaHHOW METOJMKH SIBJISSIOTCS MUHUMAaJbHBIE TpPEOOBAHHS K
3a00py KpOBM Ha HCCIIEIOBaHWE, JOCTaBKE M XpaHEHHI0 OnooOpasIoB,
cnenu@UIHOCTh, OBICTPOTA BBIMOIHEHHUS U BO3MOKHOCTh MCTIOJIB30BAHMS MaTepHraia
JJ1s1 IOBTOPHOTO HcclieaoBanus [35].

BceM mnammeHTaM ¢ KIMHUYECKUMU MPOSBICHUsMH OosiesHu [omie u/umm
CHMKEHHOW aKTUBHOCTHIO (epMeHTa [-D-Timroko3uaasel B KPOBH PEKOMEHIYETCS

IMPOBCACHUEC MOJICKYJIAPHO-TCHECTUYCCKOTO HMCCICAOBAHNA JIA BBIABJICHUSA MyTaI_II/Iﬁ
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reHa GBA c uenbio MOATBEPKIECHUS TMAarHo3a M yTOYHEHUs THIa 3a0ojeBaHus [0,
16, 8, 12]. MouekysipHO-TEHETHYCCKas JHarHOCTHKA TIO3BOJISIET OOHAPYKUTH
MyTaHTHble amienu reHa GBA u cocrouT u3 JByx »TamoB. Ha mepBoMm srare
MPOUCXOJUT TIOMCK Hamboiee pacmpoCTPaHEHHBIX MyTalldid C  TTOMOIIBIO
CKPUHHMHTOBBIX IMaHeNIeH (0COOEHHO B MOMYJIAIUAX ¢ MpeolagaHueM OMpeIeIeHHBIX
MyTaIMii), 94TO MO3BOJISIET BBIABUTH 10 80% 3HAYMMBIX BapuaHTOB reHa. Ha BTOpOM
dTamne MPOBOMAT MOWCK PEIKUX W HOBBIX MyTalluid. B psme ciiydaeB Ha OCHOBAaHHH
T€HOTHUIIA BO3MOKHO MPOTHO3UPOBAHUE TSHKECTH TEUCHHUS 3a00JICBAHUS.

JlomomHUTENbHBIE  METOABl  WCCICMOBAHWS  BKIIOYAIOT  OIPEACIICHUC
KOHIICHTPAIIMU M aKTUBHOCTHU Psijia OMOJIOTHYECKH aKTUBHBIX COCAUHEHUH, KOTOPHIC
BBIPA0ATHIBAIOTCS B HM30BITOYHOM KOJMYECTBE TMPH AaKTHBALIMK Makpodaros,
Harpy)KCHHBIX TIATOJIOTHYECKUM cyOcTtpatoM. Ha ¢oHe Tepanmuu aKTHBHOCTH
HEKOTOPBIX OMOMapKepOB CHMIKAETCS, YTO OOYCIIOBJICHO YMEHBIIIEHUEM COJCPKaHUS
B CBHIBOPOTKE KpOBH, KIETKax MW TKaHAX  OpraHu3Ma  HaKOIUICHHOTO
riokolepedposuaa. OnpeneneHne KOHIEHTPAUKU TIIOKO3WIC(PUHTO3MHA B KPOBU
(mo Hauana jedeHus, 1 pa3 B roj JJis MOHHUTOPHUHTA TEpPalud M JUII MCKIIOUCHHS
IIPOTPECCUPOBAHUs 3a00JICBaHUs) MMO3BOJISICT MCIOJB30BAaTh YKa3aHHBIM OHMOMapKep
JUTSL IOTIOJTHUTEIILHON OIEHKH () (PEKTUBHOCTH TEpaIHU.

JIOTIOJTHUTEIPHBIM OMOXMMHUYECKUM MapKepOM, XapaKTepHBIM ISl 0OJIe3HU
['omie, CHOyXUT B3HAYUTEITHLHOE TIOBBINICHHEC AKTUBHOCTH XUTOTPHUO3WIA3Bl —
THAPOJIUTHYECKOTO (pepMEeHTa, CHHTE3UPYEMOT'O0 aKTUBHPOBAHHBIMU Makpodaramu, B
CBIBOPOTKE KpOBH. Y OOJBIIMHCTBA TMAIMEHTOB AaKTUBHOCTH 3TOro (epMmeHTta
noBeimaerca B 10-30 pa3 ot HopMmbl. OgHako, 6% o01iel NOMmyIsiuu COCTaBIISIOT
HOCHUTEIIM TOMO3UTOTHOW MYyTalluM B T€HE XUTOTPHUO3WAA3bl, UYTO BBIPAKACTCS B
OTCYTCTBUM aKTUBHOCTH (hepMeHTa B TutazMe KpoBH. [103TOMY B pemKux cirydasx
OTIpE/ICIICHHE aKTHMBHOCTH XHTOTPHO3UAA3bl HE MOJXKET OBITh HCIIOJIB30BAHO IS
JTUAarHOCTUKM U MOHUTOpHHTa 0oje3HM I'omre M Torma mpuMEHSeTCs HCCIeIOBaHUE
JIPYTUX OMOXUMHYCCKUX MJIM UMMYHOJIOTHYECKUX MapKEPOB.

BcemM manmeHTaM ¢ KIMHHYECKUMH TPOSBICHUsAMH  Ooje3Hu [ ormne

MIPOBOJIUTCSI MCCIIEOBAaHUE OOIIEro pa3BepHYTOro aHAIW3a KpOBU (UCCIICTOBAHHE
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YpOBHSI OOIIETO TeMOTo0rHa, 3PUTPOIUTOB, JEUKOLUTOB, TPOMOOIIMTOB B KPOBH,
¢ depeHInaIBHBIA TOICYET JeHKouTOB (JIelKkoruTapHas (opMyiia), orpeIecHue
CPEIHETO COJIepKaHMsI M CPEIHEW KOHIICHTPAallUd TeMOIJIOOMHA B IPUTPOIUTAX
(MCH — mean corpuscular hemoglobin), ompeneicHre pa3MepoB SPHTPOIMTOB
(MCV — mean corpuscular volume), wucciemoBaHre CKOPOCTH OCEIaHUs
OPUTPOIIMTOB) JUUIsl OIICHKM OCHOBHBIX IapaMETPOB KPOBETBOPCHHS C  IIENBIO
CBOEBPEMEHHOI'O BBISIBJICHUS aHEMUHM, TPOMOOLWTONEHUM, JIEUKOIICHUH, HaJIUYMs
BOCHAJIMTENIbHBIX MPOIIECCOB M KOHTPOJISI TepaneBTUYecKoro dpdexra He pexe, Yem
1 pa3 B 3 Mecslia WK Yalie 1Mo noka3zaHusiM. Y OOJIBIIMHCTBA MAIIHEHTOB C O0JIE3HBIO
l'ome 1 Tuma BbIABASETCS aHEMUs, TPOMOOLMTONEHUS, PEXE JEHKONEHUS Kak
MPOSIBJICHUS TUIEPCIICHU3Ma U UHGUIBTpAIlMM KOCTHOTO Mo3ra kierkamu ['oie.
ITpu Gosie3nu [Nomie 2 1 3 TUMOB reMaTOJIOTUYECKUE TTPOSIBJICHUS BCTPEUAOTCS PEXKE.
IIpoBenenue OMOXMMHMUYECKOTO  OOLIETepaneBTUUYECKOrO0  aHaju3a  KpPOBU
(ompenenenue AKTUBHOCTHU aJlaHMHAMUHOTpaHCc(epasbl (AJIT) U
acriapraramuHoTpancdepazsl (ACT) B KpoBHU, ONpPEACICHHE YPOBHS OOIIEro
OwiMpyOMHa, aKTUBHOCTH IIENOYHOU ¢ocdaTazbl, ypOBHA albOyMHHA, YpPOBHS
XOJIECTEPUHA, HUCCJIENIOBAHUE YPOBHSA JIUIOIMPOTEMHOB HU3KOW  IJIOTHOCTH,
JMIIONIPOTEUHOB BBICOKOW IUIOTHOCTH,  YPOBHS TPUIJMLEPUIOB, HCCIECIOBAaHUE
YPOBHSI HOHU3MPOBAHHOTO M OOIIET0 KaibIMs B KpoBH, (ochopa, ypOBHS Keiesa,
oOlLIEel WM HEHACHIIIEHHOW KeJIe30CB3bIBAIOIICH CIOCOOOCTH CHIBOPOTKH, YPOBHS
dbeppuTHHA SBISICTCS HEOOXOAUMOH COCTABJISAIONICH TMpPU JUATHOCTHKE. ITo
MOKa3aHUsIM MPOBOJUTCS OINpeeseHne ypoBHs BUTaMuHa B12 (upaHokoOanaMuH) B
KpOBH, UCCJIEI0BaHUE YPOBHS (DOJIMEBON KHUCIOTHI B CHIBOPOTKE KPOBHU, YPOBHA 25-
OH Buramuna /[ B xpoBu ¢ 1enbio quddepeHnraibHON JUAarHOCTUKN C APYTUMH
HACJIEICTBEHHBIMU HAPYIICHUSIMU OOMEHA BEILIECTB.

VY nmanueHToB B OMOXMMHUYECKOM aHaJU3€ KPOBU YaCTO OTMEUAETCS] CHUKEHUE
KOHIICHTpAIlMU JIMIIONPOTEUIOB, >Keje3a, BuTamuHa Bl12, donmeBoit KucioThl,
MOHU3UPOBAHHOTO KalbIUs. AKTUBHOCTH medeHOuHbIX (epmentoB (AJIT, ACT wu
menouHas Gocdaraza) MoxkeT ObITh IMOBBITIEHA. OJHAKO IOBBINIEHHE AKTHBHOCTH

(bepMeHTOB 0OBIYHO OBIBAET HE3HAUYUTEILHBIM UM YMEPEHHBIM C MPEBATMPOBAHUEM
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3HaueHuss ACT nHang AJIT m He KOppelupyeTr CO CTENEHbK I'eNaTOMErajud WM
TshKecThio opakenus neueHu [30, 16]. ['unepdepputrnaeMus Ha poHE HOPMATBHOTO
3HAYEHHUS OOIIEH >KeIe30CBI3bIBAIOIIEH CITOCOOHOCTH CHIBOPOTKU KPOBU OUYEHb YaCTO
BCTpeYaeTCcs y TManueHToB ¢ OojnesHpio [ome (mo 87% HeleYeHbIX CYOBEKTOB).
Conepsxanue peppuTHHA B CBIBOPOTKE KPOBU KOPPETUPYET C TAKECTHIO 3a00JI€BaHUS
Y HAJIMYUEM CIUICHIKTOMHHU M 3HAYUTEIILHO CHIDKaeTcs Ha Gone Teparnuu [30]

CopmepkaHne MapaTHPEOHIHOTO TOPMOHA U OCTEOKAJIbllMHA B KpPOBHU
IIPOBOJUTCS /U1 UCKITIOYEHHUS APYTUX MPUYHMH 3a00J7€BaHUS KOCTEH U ISl OLEHKH
ocreonieHuH/ocTeonopo3a [31].

Jl5is orieHKH (PyHKIIMOHATIBLHOTO COCTOSIHUS TICYCHU U CBEPTHIBAIOIICH CHCTEMBI
KpOBU TIPHU IOCTAaHOBKE JMAarHo3a BCEM MaIMEHTaM C IOJO03PEHHEM Ha OOJIe3Hb
["omme mpoBOAMTCS UCCIIEIOBAHUE KOATYJIOTPAMMBI. OMpe/esieHne MPOTPOMONHOBOTO
BpEMEHU B KpOBU WIIM B IUJIa3Me, OIpPEACIICHUE AaKTUBUPOBAHHOTO YaCTUYHOTO
TpomOoIutacTiHOBOro BpemeHu (AUTB) M MeXAyHapOJHOTO HOPMAIM30BAaHHOTO
otHomrenus (MHO).

PekoMeH/10BaHO Takke MPOBEIACHUE TECTHUPOBAHUS HA BUPYCHBIC TEMATUTHI
(onpenenenre B KpOBH CyMMapHBIX aHTUTEN KiaccoB M u G (anti-HCV IgG u anti-
HCV IgM) « Bupycy renatuta C B kpoBH, onpezaenenue antureHa (HbsAg) Bupyca
rernatuta B) w/uiu BUpyc MMMyHOAE(DHUIMTA YeIOBEKa MAlMCHTaM, y KOTOPHIX B
aHamHe3e ObUIM TIepeINBaHUS KPOBH, C IEIbI0 CBOCBPEMEHHOW AMATHOCTUKH ITHX
3a00seBaHUM y MalMeHToB ¢ Oose3Hbio ['ore.

B kadecTBe TepBOW JIMHWM JMATHOCTHUKUA JIETAM C KIMHHYCCKUMHU
nposiBIeHUsIMU 60Je3Hu ['omre mokasano Mopdoornueckoe UCcaeoBaHne KOCTHOTO
mo3ra [1-4, 6, 16]. Mopdosoriuueckoe uccieoBaHne KOCTHOTO MO3ra CIIoCOOCTBYET
BBISIBIICHUIO XapaKTEPHBIX JHAarHOCTHYECKUX DJIEMEHTOB — KIETOK lome wu
OJTHOBPEMEHHO UCKITIOYEHUIO JMarHo3a remo0JacTo3a WIH
auMmdonponudeparuBHOro  3a00JeBaHMS ~ KaK ~ IOPUYUHBI  LUTOIICHHUH U
remarocruieHoMeranun. OgHaKO pe3yJabTaT IMTOJIOTMYECKOTO MCCIICOBAHUS HE
BCETJ]a MOKET OBITh OJIHO3HAYHBIM: JOBOJBHO BBICOK PHUCK JIO)KHOOTPHIIATEIIbHBIX

pe3yNbTaTOB MpPU PEAKOM paclpeleieHuu KieTtok [ome B Muenorpamme.
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JIO’)KHOMOJIOKUTENIBHBIE PE3YJIbTAaThl CBS3aHbl C BBISBICHUEM IICEBIO-KIETOK ['ormie
(anmpTEpHATUBHO AKTUBUPOBAHHBIX Makpo(darom), ompeAensieMbIX NpU psie APYTHUX
3a00€BaHUN: MUENOJUCIUIACTUUECKUI CHUHIPOM, XPOHUYECKUN MUEIOUIHBIN
JICUKO3, JIETOYHBIN TyOepKyes, MUKOOAKTEPHO3HI, BPOXK/JICHHAs
IU33PUTPONIOITHUECKAST aHeMusA. 1Ipu 3TOM JOKHOOTpHUIIATEIBHBIE PE3YyJIbTAThl HE
MO3BOJISIIOT TOJHOCTBIO HCKIIIOUUTH O00Je3Hb ['omne, MOCKOJIbKY KieTku ['ormre
YYBCTBUTEJIbHBl K MEXAaHWYECKHM [OBPEXACHUSAM U JIEFKO pa3pylIaloTcs IpH
OPUTOTOBIICHUM U OKpacke Mas3koB. Kpome TOro, KIETKH-MAapKEPhl MOTYT
pacnosaraTecsi Ha neprudeprur Ma3ka KOCTHOTO MO3Ta M HE BCET/ia MOMajaroT B MOJe
3penust Mmopdorora [6, 16, 25].

HNHcTpyMeHTAJIbHBIE JMATHOCTHYECKHE MCCICA0BAHUS

Jns nuarHoctuku ©Oone3Hu l'omie W MOpakeHHsT KOCTHOM TKaHU BCEM
NalUMEeHTaM € KIMHUYECKUMHU MPOSBICHUSMH JIaHHOTO 3a00JIeBaHUS IPOBOAMUTCA
MPT-uccnenoanure O€APEHHBIX KOCTEM U Ta300€IpPEHHBIX CyCTaBOB. Takxke
nenecoodbpazno MPT-uccnenoBanue cycTaBoB (OAWMH CYCTaB) C I1IEJbIO OLICHKHU
CTENEHH UHQWIBTPAIMM KOCTHOTO MO3ra, JUarHOCTHKH KOCTHBIX KpHU30B U
BBISIBJICHHMS OYaroB AaCENTHYECKOTO HEKpOo3a KOCTU. BpINoIHEHHe JaHHOTO
MCCJIEI0BAHMS IPOBOAMUTCS B JMHAMUKE 10 TIOKA3AHMSM.

Pentrenorpadus TpyOuaThix KocTel ckenera (peHTreHorpadus mopakeHHON
YaCcTH KOCTHOTO CKeJieTa) MPHU HEBO3MOXKHOCTH TipoBeieHuss MPT 11t BBISIBICHUS U
OLICHKM TSDKECTU NOPAXKEHUs KOCTHO-CYCTaBHOM CHCTEMBlI NPUMEHSETCA UL
oOHapyxeHust JepopMariuii CKelieTa, MEepeIOMOB U  OMNPEACNICHUS] TOJIIUHBI
KOpPKOBOro ciosi kocted [3,28]. M3MeHeHus KOCTHOW TKaHU MpPH peHTreHorpaduu
TpyOUaThIX KOCTEH MOTryT OBITh MPEJCTABICHbl HCTOHYEHUEM HAJKOCTHHMIIBI,
SHAOCTAIILHON 3yO04aTOCThIO M MOHWXKEHHOW TpabeKylIsipHOCThIO; U Py3HBIM
OCTEOIOPO30M, XapaKTePHOM KOJIO00Opa3HOU nedopmarveil TUCTaTbHBIX OTIACIIOB
OCNIpEeHHBIX ¥ TPOKCUMAIBHBIX OTACIOB OOJBIIEOEPIIOBBIX KOCTEH (KOJIOBI
Oprnenmeiiepa), MOBBIIIEHUEM PEHTICHOMPO3PAYHOCTH KOCTHOM TKaHW; HaJIU4YHEM
KHCTOBHJIHBIX  IPOCBETJIEHUH, OdYaraMM  OCTEOJM3HCa, OCTEOCKJIEpOo3a MU

OCTEOHEKPO03a, MaTOJOTUYECKUMHU TiepesiomaMu. [Ipu nopakeHuu KpyImHbIX CYyCTaBOB

15



1 OCEBOT0 CKeJeTa MokaszaHo Takxke nposenenne KT uccnenoBanus ¢ LEIbO OLEHKU
TSHKECTH TTOPAKECHMUSL.

KonnuecTBeHHBIM METOJ0M JTy4eBOi JUAarHOCTUKH ABJISIETCSA
PEHTTE€HICHCUTOMETPHUSI TTOSICHUYHOTO OTJIeIa TO3BOHOYHHUKA, KOTOpasi MPEeACTaBIsET
co00i1 <<30JI0TOM CTaHIApPT>> JJIA BBISIBICHUS CHIDKEHHOM MUHEPATbHOM MIOTHOCTU
KOCTHOW TKaHU. MeTOl OCHOBBIBAETCA HA  ONPEACIICHHH IPOEKIIMOHHOU
MUHEPAIbHOW TIOTHOCTA KOCTHOW TKAHW, YCTAHABJIMBAE€T M3MEHEHHUS Ha PaHHUX
cTtaausix Oose3Hu lomie M TMO3BOJISET MPOBOJUTH MOHUTOPUHT 3PEHEKTHUBHOCTH
Tepanuu. CTENeHb CHIKEHHMS MUHEPAJIbHOW IJIOTHOCTM KOCTHOM TKAaHM Yy JeTei
OTIpPE/CIIACTCS C IOMOIIBI0 Z-KpUTepusi (Z-SCOre) — KOJIMYECTBA CTaHJIAPTHBIX
orkioHeHuir (SD), Ha KOTOpoe pe3yiabTaT HM3MEPEHUs OTIMYAETCS OT CpeIHen
BEJIMYUHBI JIJIs1 JAHHOTO Bo3pacTa u mnosa. 3Hauenue T(Z)-kputepus B UHTEpBae OT -
1 1o -2,5 SD cBUIETENBCTBYET O HAIMUUM OCTEOINECHUH, 3HAYEHHUE OT -2,5 U HUXKE — O
Haluuuu ocrteonoposa. CHIKEHUE IIOTHOCTH TyOuyaToro BeENIeCTBA KOCTU U
HMCTOHYEHUE KOPTHUKAJIBLHOTO CJIOS OMpEACseTCS MPAKTUYECKH y BCEX OOJIBHBIX
['omie u acconuupyercs ¢ MOBBIIICHHBIM PUCKOM BO3HUKHOBEHHs mepenomoB [10,
16]. HenHBa3uBHOCTD, MIUPOKAs JOCTYITHOCTh, HU3Kas JydeBas Harpyska, OBICTpOE
MOJIYYEHHE PE3YJIbTATOB U BBICOKAS TOYHOCTh KOJIMYECTBEHHOIO aHAIN3a MO3BOJIAIOT
HCIIOJIb30BaTh PEHTTEHICHCUTOMETPUIO Y AeTel. AHAIU3 pe3yIbTaTOB IMPOBOIUTCS C
Y4€TOM KOCTHOTO BoO3pacTta peOeHKa, OMpeAesseMoro MpelIBapUTeIbHO 110
pEeHTreHOrpaMMaM KocTel kucteit [16]. PexomeHayeTcs BceM MalMeHTaM ¢ 5 JieT
(MO0 JaHHBIM KOCTHOTO BO3pacTa) ¢ KIMHUYECKUMH MpOsIBICHUSMHU OoJie3HH [ orie
MPOBEJICHUE  PEHTICHOJACHCUTOMETPUU C  IEJbI0  BBISBJICHUS  CHUXKEHHOMU
MUHEPaIbHOU MJIOTHOCTH KOCTHOM TKaHUW MpU MOCTAaHOBKE quartosa 0ose3nu [orre
u nanee 1 pa3 B roa.

V3N u MPT mnedeHH W CEJE3€HKU TMO3BOJISIIOT BBIIBUTH HMX OYaroBbIE
MOpaKEHUsT W OMNpPEACIUTh MCXOJIHBIH 00BEM OpPraHoB, 4YTO HEOOXOAUMO JIJIsi
MOCJEAYIOMIEro KOHTPOIs 3P(HEKTUBHOCTH 3aMECTUTEIHLHON (PepMEHTHON Tepamnumu.
ITo nanabiM snuTeparypel y 20% MalMEHTOB B CTPYKTYPE OPraHOB BBISBIISIIOTCS

KPYIHBIE TUIIO3XOT€HHbIE YYaCTKUA HENMpPaBUIbLHOU (DOPMBI, OTHOPOJHON CTPYKTYpHI,
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C HEYETKUM Pa3MBITHIM KOHTYPOM U 0€3 YETKOH JIOKAIM3allMi — TaK Ha3bIBa€MbIC
Ky3nbl ['ome> WM TOUmIEpOMBI, MPEACTaBIAIONIME COO0M ouyaru H30BITOYHOTO
HakoruieHuss kinetok [ome [16, 26]. Haubonee wuHbOpMAaTUBHBIM METOJOM B
JTUHAMUYECKON OIIEHKE COCTOSIHUS, B T.Y., pa3MEPOB MEUYCHU U CEJIE3CHKU, SBIISIETCS
meton MPT. DOnactomerpusi neduenu (dpubposnacromerpus uwin ARFI (Acoustic
Radiation Force Impulse — akycrudyeckas HWMIYJbCHOBOJIHOBAs) SIBIISIETCS
QIbTEPHATUBHOW  HEWHBA3MBHOM  YJIBTPAa3BYKOBOW  METOAMKOW  ONPEIEIICHHUS
U3MEHEHUN NapeHXUMbI [IEYEHU U CEIIE3EHKHU. DJIACTOMETPHUS IEYEHU — COBPEMEHHAS
METOJIMKa, NPEMJIOKEHHAss B KIMHUYECKUX PEKOMEHAAIUSAX OTACJIbHBIX CTpaH
EBpornbl 111 HEeMHBA3UBHOW OIEHKH CTPYKTYPHBIX U3MEHEHUU MEUEHU MpU 00JIe3HU
l'ome. M3mMeHeHHE TIIJIOTHOCTM OpraHa MO JAaHHBIM JJIATOMETPUM [E€YECHH —
JOCTOBEPHBIM  MHAMKATOP M3MEHEHUW COCTOSIHUSA TApEHXUMbl TIEYEHU U
nporpeccupoBanusi puOpo3a, OJHOTO W3 TIABHBIX IMOKa3aTesel HeOIaronpusiTHOTO
ncxoja 3aboneBanus [46, 47].

CIUIeHAKTOMUPOBAHHBIM MAIIUEHTAM C BBICOKMM PHUCKOM TOPAKEHUS JETKUX
(oOsi3aTenbHO), a TakKe TMalueHTaM 0€3 CIUIEHPKTOMUU WM MalMeHTaM ¢
KIMHUYECKUMU MpU3HaKaMu OoJie3Hu [omie mo mokazaHUSM MPOBOIAUTCS AOMILIEP-
sxokapauorpaduu, DKI' s TUarHOCTUKKM M KOHTPOJS JIETOYHOM THIEPTEH3UH;
pentredorpadust nerkux win KT opraHoB rpyaHOil MOJOCTH AJiS AMATHOCTHKUA U
KOHTPOJISI COCTOSIHUS JIETKUX; BO3MOXKHO TaK)Xe MCCieoBaHuEe (DYHKIIMK BHEIIHETO
JBIXaHUS JUTsI OLICHKH JIETOYHOU (yHKIMK JaeTsaM ¢ 5 et [3, 5, 6].

230(haroracTpo1yoICHOCKONHSI MPOBOJUTCS MPU HATUYUU COOTBETCTBYIOIIUX
Xaj00 WK MPU3HAKOB MOPTATLHON THIIEPTEH3UHU.

C mHelipoHONmAaTHYECKUMH  TUMaMH  Ooje3Hn [ome  peKOMEHIOBaHO
00s3aTeNbHOE MPOBEACHHUE BJEKTPOHILEPanorpauu ¢ BHICOMOHUTOPUHIOM C
LENbI0 JUArHOCTUKH 3MUJIENTUYECKOW akTUBHOCTH, MPT (MeHee mpeanoyTuTebHO
KT) romoBHOro mosra ¢ I1eibl0 BU3yaJIM3allUM TMOPAKEHUN TOJIOBHOTO MO3Ta MpH
HaJIMYUW TOKa3aHUW. Y MallMeHTOB ¢ HEHPOHOMATUYECKUMHU TUIAMHU 3a00JieBaHUs

OTHCaHbI CIy4an KOPKOBO-TIOJIKOPKOBOW aTpoduu TOJIOBHOTO MO3ra. Takke JaHHBIC
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METO/IbI TIO3BOJISIIOT MPOBOAUTH AU(GepeHInaTbHO-TUarHOCTHUECKUIA TTOUCK CPEaH
3a00JIeBaHUI CO CXOTHBIMU KIIMHUYECKUMH MPOSIBICHUSMHU.

KoHcyabTanum cneuuaaucTron

[Ipn mocTaHOBKE OuarHo3a W B JaJIbHEWIIEM B Ipolecce HaOMIoIeHus 3a
nanueHTaMu ¢ 0osie3Hbio ['omie HEOOXOUMO MPUMEHSTh MYJIbTHAUCIMILIMHAPHBIN
NOJXO0J B BHJY TOTO, YTO 3a00JIEBaHUE XapaKTEPU3YIOTCS MOPAKEHHUEM MHOTHX
OpPraHOB U CHCTEM, TpPeOyeT KOMIUICKCHOW TEpamuu, YTO AUKTYET HEOOXOIUMOCTb
COBMECTHOTO BEACHHS TMAalMEHTa CIEelNUaIucTaMu pasHbix mnpoduned [1, 4].
[TokazaHbl MepBUYHBIC U TOBTOPHBIE KOHCYJBTALMK Bpada-mieuarpa/Bpada oOmieit
MpPaKTUKU (CeMEMHOro Bpaya), Bpada-reMarosiora/Bpadya JETCKOrO OHKOJIOra-
remMaToJIora, Bpadya-racTpOdHTEPOJIOra, Bpaya-TeHETHKa, Bpada-HEBpOJIOTra, Bpaya-
o TanbMoJIOra, Bpaya-TpaBMaToJIOra-opTonea, Bpaya-I1eTCKoro Kapauosiora, Bpaya-
IIyJIBMOHOJIOTa, Bpava-cypaos0ra-oTOpUHOJIAPUHT0JIOra, Bpava-Icuxuarpa,
MEJIUIMHCKOrO IICUXOJIOTa, a TAaKKE Bpadel JPYTHX CHEUAIbHOCTEW NAlUEHTaM B

3aBHCHMOCTH OT KJIMHHUYECKOH cutyaruu [1, 4].

JANODOEPEHHUAJIBHASA TUATHOCTUKA

Juarno3 ©Oone3ns [omie ycTaHaBIMBaeTCd Ha OCHOBAaHUU COBOKYIHOCTH
KJIMHUYECKHUX JTaHHBIX, PE3YyIbTaTOB JAOOPATOPHOTO HCCIENOBAHUSA, BKIIIOUAIOIIETO
OMOXUMHUYECKUA U MOJEKYJISIPHO-TEHETHUECKUN aHaIM3. YUYUTHIBas BBIPAKEHHYIO
(hEeHOTUNMHUYECKYI0O Te€TEPOTCHHOCTh, MIMPOKYIO BapuadEILHOCTh Bo3pacTa aelroTa
3a00eBaHusl, HECTICU(PUIHOCTh PAHHUX KIMHUYECKUX MPOSBICHUHN, HEOOXOAMMO
npoBOAUTh AU EpEeHINATBHYI0  JAUArHOCTUKY C  OOJIBIIMM  KOJIMYECTBOM
reMaToJIOTUYECKUX, TEYEHOYHBIX, KOCTHBIX, HEBPOJIOTHYECKUX 3a00JeBaHUN U
APYTHMH HACJIEICTBEHHBIMH MeTa00IMuecKuMH Ooe3usamu [3, 6, 16].

Juarno3 6osie3nu ['ome ciemyer 3amo/Io3puTh y MalueHTa ¢ HeOObICHUMOMN
CIUICHO- U TenaToOMerajauel, IUTONEHUEH U CUMIITOMaMH nopaxeHust kocteit. Jns 1
THMa 00JIE3HU B 3aBUCMMOCTH OT BUa MaHU(ECTalluU — pa3HOOOpa3HbIE HK30TEHHBIC
Y HaCJIeJICTBEHHBIE 3a00JI€BaHUsI, COMIPOBOKIAIOIIMECS BUCIIEPOMETAIUEH, OCTPhIMU

O0ONsIMH B KOCTAX, KpPOBOTOUMBOCTHIO. lluTOmeHWYEeCKMii u TeMopparundecKui
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CUHIPOMBI qare BCETO HE00X0TMMO muddepeHnupoBaTh C
muMmponporudepaTUBHBIMA ¥ MHEIONPOIUGEepaTUBHBIMUA  3a00JICBAaHUSIMH,
MUEJIOIUCIIIIACTUYECKUM CHUHJIPOMOM, aHEMHUSIMH JPYTOdM STHUOJOTHUH, UMMYHHOMN
TPOMOOIIMTOTICHHA, TPOMOOIIUTOITATASIMHI U KoaryonaTusMu (remoduus) [25].
HuddepeHumanbHyl0 JAMATHOCTUKY T'eMNaTOJUEHATBHOTO CHUHApPOMA MPOBOIAT C
IpYyrUMu  3a00JICBaHUSIMU, XapAKTEPU3YIOUIUMUCA  YBEJIUYCHUEM TI€YCHH U
CeJe3eHKH, TPEekae Bcero co chunrommmumozamu (Oone3ns Humanna-ITuka Twm
A/B), 3a00JyieBaHUSIMU TI€UEHU C PA3BUTHUEM IUPpPO3a U MOPTATHHOM THIEPTEH3UU
(BHYTpUYTpOOHBIE WH(EKIIMW, BUPYCHBIE TEMATUTHl, AYTOMMMYHHBIA TEHaTHT,
0one3np Bunbcona-KonoBanioBa, rimmkoreHoBast 00Jjie3Hb, HEAOCTATOYHOCTD ajb(a-1-
AHTUTPUIICIHA,  TUPO3WHEMHUS,  JeUIUT  JTU30COMHOM  KHUCJIOW  JIMMAa3bl,
reMOXpoMaTo3, TUCTHOIUTO3) [24, 16, 14].

HudbdepeHunanbHyr0o  AMArHOCTUKY  aCENTHUYECKUX  HEKPO30B  T'OJIOBKH
OellpeHHOM KOCTM MpoBOASAT ¢ Oone3Hpto Ilepreca; KOCTHBIX KpH30B C
OCTEOMHUETIUTOM; XPOHMYECKUX OCCAITUd W apTpairuii ¢ OoysiMM  pocTa,
PEBMATOJIOTHYECKOM MaTOJIOTUEH (apTPUTHI), reM00JIacTO3aMU, CUHIPOMOM baHTu U
KOCTHBIM TyOepKyJie3oM [16].

IIpu JUArHOCTHUKE rernaToCIuICHOMET AU c HEBPOJIOTUYECKOU
cumnromaTukon (2 w 3 Tunel Oone3nu [omie) HEOOXOAMMO MCKIIOYUTH BCE
nHpanTUiIbHBIE QopMbl chuHronMnuao3oB (6onesznb Humanna-Tlukatun C), GM1-
TaHTJIMO3U03, TallaKToCcuanuao3, Oone3nb Boabmana, Oonesnr Dapbepa
(aTunu4HbIE(HOPMBI), @ TAKKE BPOKICHHYIO OKYJIOMOTOPHYIO anpakcuto [24, 16, 14].
Taxxe pekomengoBano auddepeniuponrats ¢ GM2-ranrnno3n03oM, OCHOBHBIMU
KIMHAYECKUMH  TIPOSIBIICHUSIMU  OOJIE3HH  SIBJISIIOTCS ~ PErpecc MOTOPHBIX W
MICUXOPEYEBBIX HABBIKOB, YXYAIIEHWE KOTHUTUBHBIX MPOIIECCOB, MPOTPECCUPYIOIIAs
Makporiedanus, auddy3Has MpIIIEYHAs TUMOTOHHUS (BO3MOXKEH Tapayiny),
CYIOPOXKHBIN cUHIApOM. [IpakTuyeckn y BCeX MalMEHTOB C JAHHBIM 3a00JIEBaHUEM
pu 0(QTaTbMOCKONUHU BBISIBISETCS CHMITOM <<BHIITHEBOW KOCTOYKH>> Ha TJIA3HOM

JTHE.
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JIEHEHUE
OCHOBHBIE 1LI€JIM JIEUECHHUS MTALIUEHTOB ¢ 00JIe3HBI0 [ OlIe BKITIOYAKOT:!
- yCTpaHeHue 00JIeBOro CUHAPOMA, HOPMaIM3allvs CaMOYyBCTBUS OOJIbHBIX;
- perpecc uiam ociabiaeHne HUTOMEHUYECKOTO CHHIPOMA,;
- COKpalleHUE pa3MEPOB CEJIE3CHKU U TICYCHH,
- MpeAynpexaeHre HEeOOpaTUMOro IMOPaKEHHs] KOCTHO-CYCTaBHOM CHCTEMBI U
’KU3HEHHO BOKHBIX BHYTPECHHUX OPraHOB (IICUCHbB, JICTKHE, TIOYKH).

Jleyenune 3akiaroyaeTcss B HA3HAYEHUW TIOKU3HEHHOM 3aMECTUTENIbHOU
dbepMEeHTHON  Tepamuu  PEKOMOWHAHTHOW  TIIFOKOIEPeOpO3naa3or,  KOTopas
obecrieynBaeT yCTOMYMBOE YIIYUIIEHUE COCTOSHUS MAIlMEHTOB: HOPMAJIU3YET
KOHIIGHTPAIMI0O TeMOTJIOOMHA, KOJIMYECTBO TPOMOOIIMTOB, pa3Mepbl MEYCHU W
CEJIE3€HKH; KYIUPYET KOCTHbIE OOJM, MPeIoTBpallaeT Pa3BUTHE OCTEOHEKPO30B U
KOCTHBIX KPHW30B; MPUBOJAUT K HOPMAJIM3AIMU POCTAa U 3HAUYUTEIHHO IOBBIIIACT
KaueCTBO U3HU JieTell ¢ Oone3nbto [ore.

B cBs3M ¢ TeTepOreHHOCThIO 3a00JIeBaHMs 1032 IIpenapara JI0JDKHA
noaAOUpaThCid WHAMBUAYAJIbHO, 3aBHCUT OT TSDKECTH TPOSBICHHUM U  MOXKET
MOBBIIIATHCSI WM CHUJKAThCS B 3aBUCMMOCTH OT YCIHEIIHOCTH JIOCTHXKCHUS
TEpaneBTUYECKUX IIeJIed Ha OCHOBAHHMM OIICHKM KIMHUYECKHUX U JIaOOpaTOpPHO-
UHCTPYMEHTAIbHBIX mposiBacHuid [1, 4, 5, 6]. I[IpeumyiecTBoM (hepMeHTHOI
3aMECTUTEJIbHOM  Tepanmuu  SIBJISIETCS  BBICOKOM mpoduiib  O€30MacHOCTH U
3¢ ()EKTUBHOCTH NJIsi KyMUPOBAHHSI OCHOBHBIX TMPOSIBICHHUM 0O0JIE3HH, a HEAOCTATKH
00yCIOBJIEHBI YaCThIMU MH(Y3USIMU, CHUKAIOIMIMMHU KaueCTBO JKU3HU MAIIMEHTOB U
OTCYTCTBUEM BIIUSIHUSI HA HEBPOJIOTHYECKYIO CHUMIITOMATHUKY ([1a’ke MPH BBICOKUX
703aX) B CBSI3U C HEBO3MOXHOCTHIO IPOHMKHOBEHUS Mpemnapara 4Yepes
reMaTo3HIepainyeckrii 0apbep W OTCYTCTBUEM MaHHO3HBIX peuentopos [16, 54,
55]. Pexomenyercs MOKU3HEHHAs Tepanus PEKOMOMHAHTHOM
TIIFOKOIIEPeOpO3rIa301 MalMeHTaM C TIOATBEPKIACHHBIM Ararno3oM Oosie3nu [Nomre 1
TUMa 0e3 MOpaKeHUsI HEpBHOU cuctemsl | 1, 2, 3, 5, 6] u manueHTaM ¢ XpOHUYECKUM
MOpa)KEHWEeM HEpPBHOU cucTeMbl (Oone3Hb [ome 3 Tum), y KOTOPBIX HMEIOTCS

KJIMHUYECKH 3HAYMMbIe He HEBPOJOTHYECKUE MPOsIBIICHU 3a00iieBanus [2, 4, 5, 6].

20



B Pecniyonuke benapych 3apeructpupoBaHsbl ClIEIyIONINE NpernapaThl
[JIIOKOLIEpeOpO3H,1a3hl:

- umurmonepasa (Lepe3um, [mypa3um) — CHHTE3HpYETCS KICTOYHOW JIMHHUCH,
MOJYYEHHOW U3 ASMYHUKOB KUTAUCKUX XOMSKOB;

- Benarjronepasa anbda (Brnpus) — npousBoautcs kierounoi muaueit HT-1080
(hubpob1acToB UeIoBeKa.

ITokazaHusAMHU K Ha4aJly 3aMECTUTEIIBHONU TEPAIIMK CITyXKaT:

- IETCKUI BO3pACT;

- IATOTICHUS,

- KJINHAYECKUE ¥ PEHTTCHOJOTHUECKIE MPU3HAKY TTOPAKESHUS KOCTEH;

- CIJICHO- U TeraToOMeraus;

- CHMIITOMBI TIOPAXEHUS JICTKUX U JPYTHUX OPTaHOB.

WNmurnroniepa3a u Benarironepasa BBOJATCS BHYTPUBEHHO KareslbHO 1 pa3 B 2
Henenu. dopma BbITycka JaHHBIX JIEKAPCTBEHHBIX MpenaparoB — (PIaKoHbBI IIO
400 E/l nuodmimsara ans MpUTOTOBICHUS pacTBopa s uHGy3uit. Comaep:xumoe
KaKJ0TO (hJ1akoHa PacTBOPSAIOT BOJOM ISl MHBEKIIUN U aKKypaTHO MEPEeMEIIUBaloT,
HE JommycKas o0pa3oBaHMs My3bIPHKOB. Bech MPUTOTOBICHHBIN pacTBOpP COOMPAIOT B
onHoM (urakone u pa3BogaT 0,9% pacTBopoM XJopuaa HATPUS ISl BHYTPUBEHHBIX
UHBEKIMKA 10 obmero odvema 150-200 mn. IlpenmapaT BBOAMTCS BHYTPHBEHHO
KamelbHO B TedeHue 1-2 wacoB. He ciemyer BBOAUTH Tpemapar OJHOBPEMEHHO C
JIPYTUMHU JICKapCTBEHHBIMHU CpeacTBamMu. JleueHue XapakTepu3yeTcsl OTINYHOU
MEPEHOCUMOCTBIO W BBICOKOW KIMHUYECKOH A()PEKTUBHOCTHIO Yy TMAIMEHTOB C
0one3nbto ['ome 1 Tuna.

CrapToBasi 11032  PEKOMOWHAHTHOW  TJIIOKOIEpEeOpO3uAa3bl  SBISETCS
peIMETOM JMCKYCCHHM M B pa3HbIX cTpaHax BapwupyeT oT 10 no 60 EJl/xr Beca c
4acTOTOM BBeACHUS Kaxble 2 Hepenu. [Ipu onpeneneHun 1036l yYUTHIBAIOT BO3PACT
MalMeHTa, XapakTep W TSHKECTh KIMHWUYECKUX TMPOSBICHUN, TMPOTHO3 TEUCHUS
00Jie3HH, HaJW4YUEe OCJIOKHEHMM, COMyTCTBYIOIMX 3a0ojeBaHuii. B crpaHax,
MPEAOCTABIAIONIMX ~ 3aMECTUTENbHYIO  (EPMEHTHYI0  TEpamuio B paMKax

roCcyJIapCTBEHHOM MporpaMMbl O€CIUIaTHO, CYIIECTBYIOT 3KCIEPTHBIE COBETHI I10
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6onesnun lome, B (QyHKIMM KOTOPHIX BXOAUT HA3HAYEHHME W MOHUTOPHHT
s dexktuBHOCTH Tepanuu. B Pecnybnuke benmapyce depmeHTHas 3amecTuTenbHAS
Tepanus A JedeHus OosiesHu ['omie HazHavaercss peuieHneM PecmyOimMKaHCKOTO
KOHCHJINyMa.

[Tomumo bepMeHTHOI 3aMEeCTHTEIbHOM Tepanuu npUMEHSeTCs
CUMIITOMAaTHYeCKas Tepamusi, BKIIOYAlOIIas Ha3HAueHHe JHeThl, oOoralieHHON
KaJIbI[MEM, U MPENapaToB KaJbLKMs COBMECTHO C MpernaparoM rpymnmsl ButamMmuHa D u
ero aHaJoroB. B kadecTBe CHMNTOMATHYECKOW TepamuM CKEIETHBIX OCIIOKHEHHMA
6onesnu [lome 1 TuUma MNPUMEHSIOT MECTHBIE M TEpPOpalbHBIC Ipenaparsl,
oOnagaronme IIPOTHUBOBOCIAJIUTEIBHBIM s dexTom (HecTepouHbIE
NPOTUBOBOCIIAJIMTENLHBIC CPEJICTBA) W, B psje CIIydyacB, MPOTHBOMHKPOOHBIC
mpenapaTsl A1 CACTEMHOTO UCTIOJIb30BaHUS — PU BTOPUYHOM HHPHUIIMPOBAHHUH.

PekoMenayercss nanueHTaM TIpU pPa3BUTHUU MPOSBICHUM OCTEONoOpo3a B
KOMIUIEKCHOW  Tepaluud  MNPUMEHATh:  alib(akaiblUJo,  XoJeKalbLudepodm,
mpemnapaTsl KadbIHsl, Kalblus KapOoHAT + XoJeKambIH(epos A 3aMeUICHUS |
IPEKpaLEHUs TIOTEPU KOCTHOM Macchl, MOBBIIICHUS €€ TPOYHOCTH, IPEJOTBPAIICHUS
nepesoMoB kocreit [1, 3, 5, 6].

XUpypruyeckoe JI€UYeHUE I[IOKA3aHO MNalUMeHTaM B pEAKUX Clydasx I[pH
HEOOpaTUMBIX KOCTHBIX MOPAKEHUSIX (ocTeoapTpo3sl), a MMEHHO
SHAOMPOTE3UPOBAHUE  CYCTaBOB Il  KYMHPOBAaHUS  XPOHHYECKOW 00w,
BOCCTAHOBJICHUSI (YHKIUMU U 3HAUYUTENBHOIO YIYUILIEHUS KadyecTBa >KU3HU
MAIMEHTOB.

He pexoMeHyeTcst MpoBeieHUe CINIEHIKTOMHHY MalueHTam ¢ 6ose3nbto ['oie,
T.K. TOCJI€ YyJaJeHMsI CEJIe3eHKH KJIETKH ['olle B OCHOBHOM HAaKallJIMBAIOTCS B
MEYCHHU, KOCTAX, JIETKUX. Y TMAalMeHTOB, MEPEHECHINX CIUNICHIKTOMHUIO, OTMEYeHa
TaK)K€ acCOLMALUS MEX]y MOBBIIIEHHBIM COJIEPKaHUEM TPOMOOILIMTOB B KPOBH U
OCTEOHEKPO30M, YTO MOXKET OBbITh CBSA3aHO C Pa3BUTHEM BHYTPHKOCTHOTO TpomOo03a
[1,3, 5].

Taxxe He Moka3aHO manmueHTaMm ¢ OoJie3HbIO [olle omepaTUBHOE JICUEHUE

KOCTHBIX KpPHU30B, KOTOPLIC OIITHOO0YHO pacCMaTpuBarOTCA KaK IIPOABJICHHA
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OCTCOMMUCIINTA. HpI/I XUPYPIrUi4CCKUX BMCHIATCIBCTBAX CYHICCTBYCT MOBBIILICHHBIN

PHUCK KpOBOTEUEeHHUS U uHuImMpoBanus [1, 2, 5, 6].

MOHHUTOPHUHI COCTOSAHUSA MAIIUEHTOB C BOJIE3HBIO I'OILIE

Benenue  mamueHTOB  CleAyeT  OCYIIECTBISITh B COOTBETCTBHHM  C
pPEKOMEHJAIUsIMU TI0 MHUHHUMAJIBbHO HEOO0XOJUMOMY MOHUTOPUHTY COCTOSHHUS
naiueHToB ¢ Oonesnpto ['ome [ Tuma, paspaboranHbiMu  OOBEIUHEHHOM
MEXKTyHApOIHOM Tpymmoi o u3ydeHuro 6ose3nu ['omre (International Collaborative
Gaucher Group). IManmeHTOB 0 MOCTHKEHHUS Bo3pacta 18 neT HaOMIOmaeT: Bpad-
neauaTp/Bpad  oOwed NpakTUKH (CeMEHHBIM Bpay), Bpay-Ie€TCKUIl OHKOJIOT-
reMaToJIOT, Bpad-raCTPOIHTEPOJIOr, Bpau-0PTaIBLMOJIOT, Bpady-HEBPOJOr, Bpay-
JACTCKUHM TICMXHATpP, MEIUIIMHCKUI TICHXOJIOT, Bpady-TpaBMaTOJOT-OPTOIEHA, Bpad-
cypaojior, Bpad (uU3NUECKOM U  peadWIUTALMOHHON  MEAWIMHBI,  Bpad-
¢dbu3noTepaneBT, Bpad MO JIeYeOHOW (U3KYIBType MU JIPyrue CIECHHAIUCTHI TPU
KJIIMHAYECKOW HEOOXOJUMOCTH, B CpPEIHEM, €KEroJJHO W MpPU HEOOXOIUMOCTH
M3MEHEHUS JI030BOr0 PeXUMa WM CMEHbI Ipernapara (hepMEeHTHON 3aMeCTUTETHLHOM
TEparnuu.

Junamuueckoe HaOJIOJEHUE 3a MalMeHTaMu ¢ 0ose3Hbio [omie BKIOYaer
MEePUOJIMYECKUEe  OCMOTPhI W JIabopaTopHble  HccienoBanus  (oOmui  u
OMOXMMHUYECKHI aHaJIM3bl KPOBH), YAaCTOTa KOTOPBIX 3aBUCUT OT BO3pacTa
MAlMeHTOB, JJUTEIBHOCTHY M (a3bl 3aMECTUTENbHOW (EPMEHTHON Tepamnuu.
Knunnuecknit ocMOTp meaMaTpoM MOPOBOIAT 2 paza B MeECAL MEped KaKIbIM
BBEJICHHEM Ipernapara.

J1st otieHkH (G GEeKTUBHOCTH JISYECHUSI U KOPPEKIIMH 10361 PEKOMOMHAHTHON
rrokorepedpo3uasel 1 pa3 B 1-3 roga mpoBOAUTCS KOHTPOJIBHOE OOCIEIOBaHUE
MAIMEHTOB C OIEHKOW pe3yJahTaTOB MPOBEJACHHBIX HMCCICIOBAHUN CHEIHAINCTAMH
pa3Horo npoQuis: neguaTp, reMaToyIor, OpTOINe ], HEBPOJIOT, KapAHOJIOT, HUMEIOIINX
OMBIT JMATHOCTUKKW U JieueHuss Oosiesnu [ome. KoHTposbHOE o00cienoBanue
BKJIFOYACT OCMOTp, JIa0OpaTOpHbie W  HMHCTPYMEHTAJbHBIE  HCCIIEIOBAHUS,

KOHCYJIbTallUKU CIICHUAJINCTOB.
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JlaGopaTopHbIe CCIIeIOBAHUS :
- 00IIMIA aHaTM3 KPOBH U OOIINIA aHATTN3 MOYH,
- OMOXUMHUYECKHI aHaTu3 KpoBU (OMITMPYOHH; aKTUBHOCTD
aMuHOTpaHcdepas, meaouHoi docdaraspl, Y -TITIOTAMUAITPAHCIICTITHIA3HI,
JaKTaTACTUAPOTECHA3bI; MOYEBHHA, KPEATHUHWH, XOJIECTEPHH, TPUTIIALISPHIBI,
IJII0KO3a, OO0Iui 0Oenok, ajlpbOyMHH, 3JeKTpodopes TJIOOYJIMHOB; CYppOTaTHbBIC
MapKepbl aKkTUBHOCTH 00J1e3HU [ o111e (XUTOTpHO3HUaa3a CBIBOPOTKH);
- CBIBOPOTOYHEBIE TIOKa3aTeNIn MeTaboIM3Ma xKeme3a (JKene30, oorast
KEJIe30CBA3BIBAIOIIAS CTIOCOOHOCTH CBIBOPOTKH, PEppUTHH, TPAaHCPEPPUH) U
conepxanue ButamuHa B12 u gonartos.

HNHcTpyMeHTaNIbHBIE UCCIIEIOBAHUS :
- DJICKTPOKAPIUOTPAMMA;
- Y3U opranoB OproITHOM MOJIOCTH U TTOYEK;
- peHtreHorpadusi OepeHHBIX KOCTEH (C 3aXBaTOM KOJEHHBIX U Ta300€IpEeHHBIX
CyCTaBOB);
- MPT GenpeHHbBIX KOCTEH;
- MPT unu KT nedenu u cenie3eHKH ¢ onpeiesieHneM 00beMOB OpraHoB (cM3);
- JIGHCUTOMETpPHSI KOCTEH cKeneTa (CTaHIapT — MOSCHUYHBIE MO3BOHKM W IIEiKa
OCAPEHHOM KOCTH).

[To moka3aHUSM TIPOBOASATCS JIOMOJHUTEIBHBIC HWCCICAOBAHMS, KOTOpPHIE
BKJIFOYAIOT:
- MOpP(QOJOTHYECKHI aHalu3 KOCTHOTO MoO3ra TpH TOJ03PCHUM Ha Pa3BUTHE
remMo0J1acTo3a WM MUEIOANCILIA3UY,
-MCCIIEJIOBAHUE KOAryJIOrpaMMbl TIPU HEOOXOJMMOCTH ONEPATUBHBIX BMEIIATEIHLCTB
WM HATMYUY HEMOTUBHPOBAHHOTO TEeMOPPArHIeCKOTO CHHAPOMA,;
- OTIpPEJICJICHHE CHIBOPOTOYHBIX MapKepoB renatutoB B u C mpu HaIu4uu NpU3HAKOB
TuChYHKIINA TTCYEHHU,
- IoTITIep-3XoKap auorpadus;
- 330(paroracTpoy0A€HOCKOIHS 110 TTOKA3aHUAM (TIPU HAJTUYHH TACIICTICUN WU

MPU3HAKOB MOPTAIbHONU TMIEPTEH3UN);
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- pentreHorpadus Ipyrux OTEIO0B KOCTHO-CYCTAaBHOW CHCTEMBI ITPU HATHYUU OO0JICH
WJIM ONIOPHO-JIBUTATEIbHBIX HAPYIICHUH B 3TUX OTJEaX.

KoHcynpTanmum cnenuanucToB:
- OCMOTp OpTOIIEa;
- OCMOTp OKYJIHCTA,
- OCMOTp HeBpoJiora (10 MOKa3aHUsIM);
- OCMOTp Kapauosora (1o MoKa3aHUsIM);
- OCMOTp TMHEKOJIOra (110 TTOKA3aHUSIM).

MNPO®UTTAKTUKA

Bcem cembsaMm, wumerommm pebeHka ¢ Oose3Hpto [omie, HeoOxoauma
KOHCYJIbTallMsl BpAadya-T€HETHKA, C LEIbI0 ONPEACIICHUS T'€HETHUYECKUX PUCKOB IS
CEMBM U IporxHoza nmoromctsa [22, 31]. Kak 1 npu apyrux ayrocCOMHO-pELIECCUBHBIX
3a00J1€BaHUSAX MPU STOM 3a00JI€BAHUU JJISl KaXJA0H OEPEMEHHOCTH PUCK POXKICHHUS
pebenka c¢ Oomse3nnto ['ome cocraBmster 25%. B cembsix, rie ectb peOEHOK C
Oone3Hpto l'omie  cymiecTByeT BO3MOXKHOCTb IPOBENCHHSI IPEHATAIBHOU H
MPEUMIUIAHTAIIMOHHON  AUMarHocTuku. IIpeHaTanbHas [MArHOCTHKAa BO3MOXHA
Merogamu JIHK-guarHoctuku. OpHako, ¢ y4eToM KypaOelbHOCTH JaHHOTO
3a00eBanus1, HEOOX0IUMO OOCYIUTh C CEMbEH BCE PUCKU U MIPOTHO3BI MIPU
paHHEM HayvaJie TepaIuH.

[TanienTsl ¢ Oosie3Hbto [omie SBISIOTCS TPYNIION pUCKA IO Pa3BUTUIO
MH(PEKIIMOHHBIX 3a0o0jieBaHUN. JJaHHBIX O creM(pUUSCKUX TMPOTUBOTIOKA3AHUIX IS
MJIAHOBOM BaKIMHAIIMU MO HAIMOHAJIBHOMY KaJeHIapio MPUBUBOK Yy TAIUEHTOB C
0one3nbto ['omie HeT.

NCXOJbI U ITPOTHO3

[Iporno3 ©Gone3nu lome mpu 1 u 3 TUOax 3aBUCUT OT BBIPAKEHHOCTH
KJIMHAYECKUX TMposBIcHUNW. Ha3HaueHne naTroreHeTMYeCcKOu Tepannu Ha PaHHUX
cTaausx 3a00JIeBaHUSI OTNPEACNIeT OJIArOMPUSTHBINA MPOTHO3 U YIyUIIaeT Ka4yeCTBO
KU3HU TAUEHTOB (MIPU HAJUYUM TOKa3aHUM 11 (PEpMEHTHOW 3aMeCTUTEIbHOU
Tepanuu), mpeaoTBpaias ux uHBamuau3anuto. [Ipu 6one3nn [ome 2 Tumna mporaos

KpaliHe HeOMaronpusITHbIA (JIeTaJIbHbINA UCXOJ Ha 1-2-M roay >KU3HK).
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