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OCTEOMNETPO3: TEYEHUE 3ABOJIEBAHUA Y MAUUEHTA, MEPEHECLUETO

TPAHCIJIAHTALUUIO TEMONO3TUYECKUX CTBOJIOBbIX KJIETOK B BO3PACTE 27 JIET

updates

© B.M. XXunsaes*, C.J. Apanoga, E.O. MamepoBa, H.B. Tap6aeBa, K.E. benan

OIbY «HayroHanbHbIN MeAULIMHCKIIA NCCNEROBATENBCKUN LEHTP SHAOKPUHONornm» Munnsapasa Poccum, Mocksa, Poccus

OcTeoneTpos — pefKoe HaceCTBEHHOE 3a60NeBaHNe, Pa3BMBalOLLEECs B pe3yNibTaTe reHeTUYECKNX MyTaL i, MPUBOLALLMX
K HapyLeHuto pa3sutua n GyHKUMM octeoknactos. CylecTByeT HECKONIbKO GOpM OCTEONETPO3a, PasfiMyatoLLmnxca o Tuny
HacniefoBaHMA 1 TAXKECTU CUMMNTOMOB (ayTOCOMHO-peLeCCUBHAsA, 8y TOCOMHO-AOMUHAHTHaA U NpoMexXyTouHas). OCHOBHbI-
MU KJIIMHUYECKMY NPOABAEHNAMUN 3a60/1€BaHNA ABNAIOTCA YacTble MATONIOrMYeCcKme Nepesiombl, aHeMus, TpomboLmTone-
HUA, UHPEKLMOHHbIE OCIIOXKHEHNSA, ClaB/ieH/e YepenHO-MO3roBbIX HEPBOB U HapyLueHue nx GyHKUuiA. Mpy cBoeBpeMeHHOM
OMNarHOCTVKe 1 MPOBEAEHUN YCMELIHOW TPAHCMIAHTALMU FEMOMO3TMYECKMX CTBONOBbIX KneTok (TFCK) nporHos 6naronpu-
ATHBIN. B nogaBnatoLem 60/bLIMHCTBE C/lyYaeB TPaHCMIaHTaL M BbINOHAETCA B nepBble 10 MecALEeB XK3HW. B nutepatype
onucaHo Bcero 12 naLMeHTOB C OCTEONETPO30M, KoMy Obina nposedeHa TICK B Bo3pacTe cTapuie 5 net. B ctatbe npefcTas-
NEeH KNUHNYEeCKUI cilydai octeoneTpo3a BcrieacTBue myTaumm B reHe CA2 (Chr8:86389420C>G, p.Y193X)) y nauymeHTa 30 ner,

nepeHecwero TFKC B 27-neTHem Bo3pacTe.

KIMIOYEBDIE CJTOBA: OcTeoneTpos; TpaHCMiaHTaLus CTBOIOBbIX FEMOMOSTUYECKUX KIIETOK; KIMHNYECKNN CITyYai.

OSTEOPETROSIS: THE FOLLOW-UP OF THE DISEASE IN A PATIENT WHO UNDERWENT
HEMATOPOIETIC STEM CELL TRANSPLANTATION AT THE AGE OF 27 YEARS

© Victor M. Zhilyaev*, Svetlana D. Arapova, Elizaveta O. Mamedova, Natalya V. Tarbaeva, Zhanna E. Belaya

Endocrinology Research Centre, Moscow, Russia

Osteopetrosis is a rare hereditary disease that develops as a result of genetic mutations leading to impaired development
and function of osteoclasts. There are several forms of osteopetrosis that differ in the type of inheritance (autosomal reces-
sive, autosomal dominant and intermediate) and the severity of symptoms. The main clinical manifestations of the disease
are frequent pathological fractures, anemia, thrombocytopenia, infectious complications, compression of the cranial nerves
and impaired function. With timely diagnosis and successful hematopoietic stem cell transplantation (HSCT), the prognosis
is favorable. In the vast majority of cases, transplantation is performed in the first 10 months of life. The literature describes
only 12 patients with osteopetrosis who underwent HSCT over the age of 5 years. The article presents a clinical case of os-
teopetrosis due to a mutation in the CA2 gene (Chr8: 86389420C> G, p.Y193X) in a 30-year-old patient who underwent THSC

at the age of 27.
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AKTYAJIbHOCTb

OcteoneTpo3 (MpamopHasa 60ne3Hb) — reTeporeHHasi
rpynna Hac/ieiCTBEHHbIX COCTOAHUIA, MPU KOTOPbIX UMEETCA
nedekT pe3opbumn Koctu octeoknactamu [1]. Bnepsble 3a-
6oneBaHue onuncan Hemeukuii xupypr X. Anbbepc-LeH6epr
B 1904 ropy [2].

Mpu octeoneTposle 3aTpyfHEHa pe3opbumsa KOCTHOW
TKaHK, NPy 3TOM KOCTeobpa3oBaHve He HApYLUEHO, HO TaK
KaK MpoLeccbl KOCTHOWN pe3opbunn 1 KocteobpasoBaHus
conpsiKeHbl, HAbMOOAETCA OMOCPEAOBaHHOE CHUXKEHUe
KocTeobpa3oBaHus [3, 4]. KocTHasA TKaHb CTaHOBUTCA Gonee
NJIOTHOW 1 MeHee 3n1acTUYHON. B pesynbraTte, yacTon npo-
6r1emon AnA NayMeHTOB C OCTEONETPO30OM CTaHOBATCA HU3-
KOTpaBMaTUYHble MEPESIOMbl.

OcTeoneTpo3 BKIOYaeT B ceba cnektp ¢eHoTMnoB
6ONe3HN OT OuYeHb JIerKUX [0 TsXenblx GopM, KoTopble
MOTYT CTaTb ¢paTanbHbIMK B NEPBbI rof *n3Hu. Ha npots-
XEeHNN [ecATUNETUA OCTeoNeTpo3 KraccupuumpoBancs
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Mo KIUHNYECKON TaKeCTn 1 GopMe HacnefoBaHUsA Ha «3/10-
KauyeCcTBEHHYI0» ayTOCOMHO-PELeCCUBHYO UHGAHTUIBbHYIO,
«106POKaYeCTBEHHYI0» AayTOCOMHO-JOMUHAHTHYIO 1 MpPO-
MeXyTouHyto dopmbl [5]. MonekynsapHo-reHeTUYecKue 1c-
CnefoBaHUs MOCNeAHUX JeT MO3BONMAN MPOACHATb MO-
neKkynapHylo ocHoBy 3aboneBaHusa U KnaccuduumpoBaTb
OCTeoneTpo3 MO OCHOBHbIM 3BEHbAM NaToreHesa [6]. Hapy-
WweHuss B paboTe OCTEOK/ACTOB MpPY OCTEONETPO3€ BbI3Ba-
Hbl MyTaUVAMK B FeHax, BAUSIOWNX Ha pa3BuTMe (Hanpwu-
mep, RANK, RANKL), n ¢yHKLMIO OCTEOKNACcTOB (Hanpumep,
TCIRG1, SNX10, CLCN7, OSTM1, CA2, PLEKHMT1) [7, 8].

3TO JOCTaTOYHO pefkoe 3aboneBaHue, YacToTa BCTpe-
YaemocTn oueHuaetca B 1:200 000 cnyyaeB AnA ayToco-
MHO-peueccrBHoro [9] n 1:20 000 cnyuyaeB And ayToCOM-
HO-AOMWHAHTHOIO TUNOB HacnegoBaHuA [10].

YuntbiBas cneunduryeckmin xapaktep U3MeHeHWN, ans
OVArHOCTUKM 3aboneBaHUs Ha MepBOM 3Tare NPOBOAMT-
cA peHTreHorpadunyeckoe obcnegoBaHue cKeseTa, Mo-
3BoMIAOWEEe OOHAPYXNTb MATOrHOMOHUYHbIE MPU3HAKM
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ocTeoneTpo3a - reHepasn30BaHHbI OCTEOCKIIepos,
napannesnbHble MOJNIOChl, CO3jallirie BUL «KOCTb BHY-
TPU KOCTU», KOTOPblEe YacTO OOHapyXUBAKTCA B KOCTAX
Ta3a, ANIMHHbIX KOCTAX, panaHrax nanbLeB U MNO3BOHKaX.
Tak»ke BO BpeMs 06CiejOBaHNS MOXHO MOMYyUYNTb AaHHbIe
O HOBBbIX UJIN YK€ KOHCONUAMPOBAHHbIX Mepesiomax, Niaoxo
pa3BUTbIX NPUAATOYHBIX HOCOBbIX Ma3yxax [5]. Mpwu ocTe-
orneTtpose MNPOUCXOAWUT YTOJNLEHWE KOCTel 4Yepena, 4yTo
YMeHbLUAeT ero eMKOCTb U MOXKET NPUBOAUTL K MOBbILIEH-
HOMY BHYTPUYEpEernHOMY AAaBJIEHUIO, FPblKEe MUHAANNH
MoO3euKa u rugpouedanuu [11]. NMpun geduyute kapboan-
rugpasbl Il (CAll) noutn Bcerga npucyTcTByeT Kanbuudu-
Kauma 6a3anbHbIX FAHIMEB, Taflamyca 1 CEPOro BelecTBa
rOJIOBHOIO MO3ra, MOTYT BbIABAATLCA MOYEYHbIe HapyLle-
HUSA: MOYEYHbI/ KaHanbLeBbl aunaos, HedpoKanbLMHO3
n Hedponutnas [12, 13].

lNocne peHTreHONOrMyeckoro UCCeoBaHUA PEKOMEH-
yeTcA NpoBeAeHMEe reHeTUYECKOrO TeCTMPOBaHMSA, KOTOpoe
no3BonseT onpenenutb GopmMy 0CTEONETPO3a Y KOHKPETHO-
ro naumeHTa. [eHeTMYeCKoe TECTUPOBaHME MOXET aThb BarK-
Hyt0 MHbOPMaLUo O NPorHo3e 3abonieBaHUs, OT KOTOPOTo
3aBUCUT 1 BbIOOP TAaKTUKU nedyeHus. MNapannenbHo ¢ 3Tum
PEKOMEHAYETCA TakXKe NPOBEAEHME AOMNOJIHUTENBHOIO 06-
cnepoBaHuA (06K aHaNM3 KPOBU, ONpedesieHrie B KPoBU
KanbuunA, MHTAKTHOrO napatupeougHoro ropmoHa (M),
docdopa, KpeaTuHWHA, xKenesa, 25-rMapokcMBUTammnHa D,
KpeaTuHKMHa3bl MB, naktatgermgporeHassl) [5].

CoaBneHne MONOCTU KOCTHOMO MoO3ra YTOJILEHHON
KOCTHOW TKaHbIO MOXET CTaTb MPUUYNHOWN HapYLUEHWA KOC-
THOMO3rOBOr0 KPOBETBOPEHUA. ITO MPUBOAMNT K Pa3BUTHIO
renatocnieHoMerannn, 3KCTpamedynnapHOro KpOBeTBO-
peHVA, TAXeNoN aHeMUW, TPOMOOLINTONEHUN 1 UHPEKL-
OHHbIM OCJIOXKHEHUAM, KOTOpble MOTyT CTaTb OMacHbIMU
OnA XKU3HW. Yalle Takre HapyLleHUs BbISBAAIOTCA Npu Ts-
Xenow popme oCcTeoneTpo3a, KOTOpbIN HabngaeTca npu
ayTOCOMHO-peLecCMBHOM TUMe HacliefoBaHUA, HO MOTyT
TaK)Ke BCTPeYaTbCA Npu ayTOCOMHO-AOMUHAHTHOW U Mpo-
MeXyTOUYHOW popmax 3aboneBaHumsA. Y He6ONbLIOrO YMcna
nau/veHTOB HapyleHUA KPOBETBOPEHWA MOryT BOCCTa-
HOBWUTbCA CMOHTAaHHO, OAHAKO, HECMOTPA Ha 3TO, MHOrme
nauueHTbl HYXKAAITCA B NepenuBaHU/M  KOMMOHEHTOB
KpoBwu [14].

TakXe npw 3ToM MAaToONOrMKM PeKkoMeHAyeTcA nposege-
HVEe MarHNTHO-PEe30HAHCHOW MW KOMMbIOTEPHOW TOMOrpa-
¢uUKn ronoBHOro Mo3ra AfiA OLIEHKM MOPAXKEHWA YepernHbIX
HEpPBOB, HaNUuuA rugpouedanm U cocyancTbIX Hapylue-
HWI [5]. Y nauneHToB C OCTEONETPO30M PEHTFEHOBCKas OCTe-
O[EHCUTOMETPUA BbIABNAET 3aMETHO MOBbILIEHHYIO MUHE-
panbHyl NnoTHOCTb KocTen (MIIK), YBennyeHue KOCTHOWM
NJIOTHOCTU C BO3PaCTOM yKa3blBaeT Ha NporpeccnpoBaHme
6onesHu [4, 15].

B KauecTBe nmepBoW AMHUK Tepanun ANAA NeYeHUA ru-
MoKasibLMeMn U BTOPUYHOTO runeprapatnupeosa y 6onb-
HbIX OCTEOMEeTPO30OM PEKOMEHAyeTCA Npuem npenapaTos
KanbLus 1 HAaTVBHOTO BUTaMUHa D nnn ero akTMBHbIX Me-
TabonutoB. WccnepoBaHus, nocBsileHHble nogbopy on-
TUMasbHbIX JO3 AaHHbIX NpPenapaToB y MaUMEeHTOB C OCTe-
oneTpo3om oTcyTcTBYOT. OnMpasacb Ha pekomeHAauuun
O6wectBa DHAOOKpUHOnoros 1 MexayHapogHoro ®QoHaa
OcTeonopo3a, paboyel rpynmnow no octeoneTposy npegna-
raeTcs MMHUMarbHbIN ypoBeHb 25(0H) BuTamnHa D paBHbIn
30 Hr/mn (75 Hmonb/n) [16].

YuntbiBaA HapyLweHusa B GYHKUMOHNPOBAHUN KOCTHO-
ro mosra npwv 3aboneBaHnn, ANarHOCTUPOBAHHOM B PaH-
HemM BO3pacTe, OCHOBHbIM  METOAOM JieUeHnA ABNAETCA
TpaHCMIaHTaUUA FeMOMO3TUYECKUX CTBOMOBbLIX KIETOK
(TTCK). TeHeTnueckoe TeCTMPOBaHNE MOXET BbIABUTb KOH-
KpeTHble MyTaLuW, KOTOpble NO3BONAIOT UM UCKNIOYaoT
(Hanpumep, myTtaumm OSTMT wnnn RANKL) BO3MOXKHOCTb
nposefeHna TpaHcnnaHtauum [5]. Mpn ycnewHon TICK
NPONCXoAUT NOSIBIEHNE HOBbIX OCTEOKNacToB, AnddepeH-
LUUpYOLWMXCA 13 MakpodaroB JOHOPCKOro nponcxoxpge-
HUA, YTO NPUBOAUT K PEMOAENIMPOBAHNIO KOCTHOW CTPYK-
TYpbl U YCTAHOBNIEHUIO HOPMAJIbHOIO KPOBETBOPEHMA.
Mo paHHbIM NUTepaTypbl Nydwne pes3ynbTaTbl JleYeHns
ObiNV JOCTUTHYTbI NPY TPaHCNaHTaumy ot HLA-ngeHTrny-
HOro JOHOpa KOCTHOIO MO3ra, KOTOPOro ObiBaeT TPyaHO
HanTn [17]. DTOT MeToA MOXET COMPOBOXKAATbCA TaKXe
Cepbe3HbIMU OCNTOXKHEHUAMM, MPUBOAALLNMMK K CMepTESb-
HbIM UCXOAaM, MPU NCMOJIb30BaHMNY €ro y AeTer NepBoro
rofa *KM3HW, YTO BHOCUT CEpPbe3Hble OrpaHNYeHnA B Npu-
MeHeHne metoga [17, 18]. BmecTe ¢ TeM, MUMEHHO TpaHC-
MAaHTaLma Ha NepBOM rofdy WU3HW NO3BOSAET M3bexaTb
BCeX nocnenyowmnx ocoKHeHUn. TpaHcnnaHTauma KocT-
HOro Mo3ra B 6osee 3pesioM Bo3pacTe pefdKu, X oTaasNeH-
HbI UCXOA He M3y4yeH. B npeactaBneHHOM KNVMHUYECKOM
cnyyae npefcTaBieHbl aHHble AUHAMUYeCcKoro Habrto-
JeHnA y nauymeHTa 30 neT, nepeHecwero TpaHCcnaaHTauuto
KOCTHOro mo3ra B 27 ner.

OMUCAHUE CNYYAA

NauwenT X., 30 net, noctynun ¢ »anobamun Ha COHNW-
BOCTb, 06Ulyl0 CaboCTb B MEPBOW MONIOBMHE [HSA, MOBbI-
WIEHHYIO YTOMIAEMOCTb, MEepPUOAUYECKOe CHUXKEHME ap-
TepuanbHoro aaeneHua go 70/50 mm pT.cT. VI3 aHaMHe3a
M3BECTHO, YTO MALMEHT POXAEH OT ON3KOPOACTBEHHOMO
6paka, oT 3 6epeMeHHOCTM, NPOoTeKaBLUeN Ha poHe aHEMMUM
y matepu. [Mpn poxgeHnn macca tena 4000 rpamm, pocT
51 cm. PaHHee ¢um3muyeckoe M NCMXOMOTOPHOE pPa3BUTUE
6bINO C OTCTaBaHMEM: CMAEeTb Havan ¢ 1,5 net, roBoputb —
C 2,5 net, xoguTb — C TPex NeT.

KnuHnueckn grnarHo3 octeoneTpos yCTaHOB/EH B BO3-
pacTe 5 neT no MecTty xuTtenbcTBa. PebeHok Habnogan-
CA Yy 3HAOKPUHOMora, 6biya AMarHOCTMPOBaHa aHeMus,
TPOMOOLMTOMNEHNA, YBEINYEHUE CEJIe3eHKU W MeYeHu.
HeogHoKkpaTHO npoBoAUNOCHL MNepenMBaHMe KOMMOo-
HeHTOB KpoBu. B 1996 roay (B Bo3pacTte 7 net) npouso-
Wwesn NnepBbli HU3KOTPaBMaTUYHbIA NepPesiom — KJloYnLbl.
B 2004 r. npou3owen nepenom NpaBon naeyeBon KOCTHU.
B panbHenwem, ¢ 2006 no 2017 rop, nepeHeC MHOXe-
CTBEHHbIe HU3KOTpPaBMaTUYHbIe MepenioMbl HefpeHHbIX
KocTen (2006, 2010, 2013, 2015, 2016, 2017 rr.), 6onbLie-
6epuoBbix KocTen (2006, 2015, 2016 rr.), ManobepuoBo
Koctu (2006 1.).

MauueHTy npoBedeHbl 3 onepaTUBHbIX BMeLLATebCTBa
no nosopy BpoxaeHHou rnaykombl B 1990 rogy, 2010 rogy
1n 2011 rogy.

C 2005 roga (c 15 net) cTan HabnoaaTbCcA B AETCKOM
otaeneHun OIBY «HMUL sHgokpuHonorum» MuH3gpaBa
Poccun. Ha ot momeHT SDS pocTa coctaBun -4,42, KOCTHbI
BO3pacT — Ha 13-13,5 neT 6e3 CHMXeHNa MHCYNMHOMNo[06-
Horo ¢aktopa pocta 1 (MOP-1) — 217,0 Hr/mn (145-760),
m ropmoHa pocta (CTT) (makcumanbHbil BbiGpoc CTI
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Ta6bnuua 1. JuHammka nabopaTopHbIX NoKasaTenein nayneHTa ¢ octeoneTposom 3a 2005-2019 rr.

PedepeHcHbIN

Mapametp/ron 2005 2006 2008 2009 2011 2019 AVanasoH
MTT, nr/mn 59,2 153,6 45,7 66,1 34,3 20,43 16-62
KopTuson, Hmonb/n 185 44,95 478 238 400,7 3525 -
25(0OH) ButamuH D, Hr/mn - - - - 12,6 - -
Kanbumin o6wwmii, Mmonb/n 2,5 - 2,29 2,12 2,25 2,33 2,15-2,55
KanbLumin NOHN3MPOBaHHbIN, MMONb/N 1,34 1,16 1,03 0,95 1,05 1,1 1,03-1,29
®ocdop, mmonb/n 2,13 1,97 1,95 1,45 1,5 1,53 0,74-1,52
CyTouHas Kanbuunypus, MMONb/CyT - 0,36 - - - - 2,5-7,5
OcTeoKanbUyH, HI/Mn - - - - - 57,4 14-42
C-KOoHLUeBOW TenonenTua, Hr/mn - - - - 0,46 1,56 0,1-0,85

Ha CTUMYNAUMOHHON nNpobe ¢ kKnodpennHom — 73,9 mE[l/mn
(CTT-peduunt ncknioueH)). MoctaBneH AMArHO3 BTOPUYHOM
3afiepKKM pocTa. Torga e BbIABAIEHa runepKanbLumemMmus
(MoHM3MpOBaHHbIN Kanbuui 1,34 mmonb/n (1,03-1,26)) u ru-
nepdocharemus (pocdop 2,13 mmonb/n (0,87 — 1,45 nr/mn))
npu HopManbHOM ypoBHe napatropmoHa (MTr) - 59,2 nr/mn
(16-62 nir/mn). JaHHble 1abopaTOPHbIX MCCIELOBAHMI B AN-
HaMVIKe NpeacTaBneHbl B Tabnuue 1.

YunTbiBas Hanuume CXOOHOW KIWHWKO-PEHTIEHONOIM-
YeCKOWM KapTMHbI y POAHOW CeCTpbl, ANarHo3 NoATBEPXKAEH
MosneKynapHo-reHetuyecku B LNTO B 2005 roay (BbisiBNieHa
MyTauusa B reHe CA2 (Chr8:86389420C>G, p.Y193X)).

Mpu aHanuse ocCTEOAEHCUTOMETPUN B AMHAMUKE Ha-
6nI0fanca MOCTOSHHBIA POCT MUWHEPasnibHOW MIOTHOCTU
koctn (MIK) no cpaBHeHMIO C BO3paCcTHOM HopMom: +28%
B 2006 rogy, +73% B 2011; +164% B NOACHNYHbIX NO3BOH-
Kax 1 +171% B NpoKCcMManbHOM oTaesie 6epeHHON KOCTN
B 2016. B 2011 rogy Obuiv BrepBble 3aperncTPUPOBaHbI
netpudukaTbl 6a3anbHbIX raHrmves, a B 2014 rogy — move-
KaMeHHas 6one3Hb, KoTopas MaHUOUCTUPOBANA 3MN3040M
nouyeyHom konuku. B 2017 roay, B Bo3pacTte 27 neT, B U3pa-
une nposegeHa TICK oT HepoacTBeHHOro AoHopa. lNMocne
TpaHCMIaHTaLMKU Noy4Yan UMMYHOCYNPECCHBHYIO U NPOTHY-
BOBVIPYCHYIO Tepanuio TpeocynbdaHoM, 3aTeM UMKIOopoc-
dammpgom 1 aumknosupom ao saHeBaps 2018 roga. Mo pe-
3yNbTaTaM KOHTPONbHOro obcnepoBaHus B M3paunbckon
KNMHWKE Pa3BUIICA JOHOPCKUA XUMEPU3M.

B okTa6pe 2019 r., B Bo3pacTe 30 neT, npoxoann obcre-
[0BaHVie B OTAENEHMN HENPOSHAOKPUHOMOMMN U OCTeomna-
Tmn OIBbY «HMWL, snpokpuHonorum» MuH3gpaBa Poccuw.
Mo pe3synbratam ¢ur3muKanbHOro 06CnefoBaHUA: POCT —
147,5 cm, Bec - 54 kr, UMT - 24,8 kr/m2. 3a 2 rofia HabnogeHns
nocsne nepeHeCceHHoOM TPAHCMIAHTALUMM Y NaluneHTa He Npo-
M30WWI0 HM OAHOrO HOBOrO Mepesioma, HOpPMasn3oBancs
YPOBeHb remorniobuHa (He TpeboBanochb nepenviBaHe Kpo-
Bu). Habnioganocok ynyulieHrie 1abopaTopHbIX NOKasaTenen
B Brie HOPManm3aumm ypoBHSA Kanbuus, pochopa 1 NoBbl-
LIEHUs1 MapPKEPOB KOCTHOFO peMOAENNPOBaHNA. PesynbTathl
nabopatopHoro o6cnefoBaHnA NpeacTaBeHbl B Tabnuue 1.
Pe3ynbTathl peHTreHorpadryeckoro WCCefoBaHNA Ta3o-

6eapeHHOro cycTaBa npefcTaBrieHbl Ha pucyHke 1. Coxpa-
HAIOTCA KanbLUMHaTbl B 0a3anbHbIX FaHmuAx. M3meHeHus
Ha MCKT ronoBHoro mosra npefcraBneHbl Ha PUCYHKe 2.
Mo paHHbIM Y3W noyek —axorpadpuueckme NprusHaKn MUKPO-
nutoB obeunx noyek. OgHAKO MPUCTYMNOB MOYEYHbIX KOJIMK
He Habnoaanoch.

B uenom, nocne TpaHcnnaHTayum reMono3Tmyecux cTBo-
NOBbIX KNETOK Y naumeHTa OoTMeYaeTca ynyudlleHne KInHu-
YeCcKoro COCTOAHMA, KauyecTBa XMU3HU 1 ABUraTe/IbHOW akK-
TUBHOCTWN.

PucyHok 1. PeHtreHorpadus Ta3zobefpeHHbIX CyCTaBOB C 3aXBaTOM
6eppeHHbIX KocTeid. lpAmasa npoekunsa. CocTosHWe nocne MeTannoo-
CTeOCUHTe3a NeBon GefpeHHON KOCTW, YAaneHUAs MeTa/NTIOKOHCTPYKLMIA
6efpeHHbIX KocTen. Cpoclimeca nepesioMbl BepxXHel TpeTn Avadusos
6efpeHHbIX KocTel, Aedopmauma BepxHel-CpeaHen Tpetn Avadusos
6efpeHHbIX KOCTell, HepaBHOMEPHOe YTOJIEeHNE KOPTUKaIbHOTO CJI0S,
MHOXECTBEHHblE o4arn QGprOPO3HO-KNCTO3HON MEePeCcTPONKM 1 y4acTKu
rMnepocTosa, B TOM YMC/e B 30HaX YCTaHOBKM METaJIFIOKOHCTPYKLIMIA.
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PucyHok 2. MynbTrcnvpanbHas KomnbloTepHas ToMmorpadusa ronoBHOro mosra.

MpumeyaHune: A — akcmanbHaa NPOEKUUA: MHOXKECTBEHHbIE CUMMETPUYHbIE KanbLMHaTbI 6a3anbHbIxX anep (CTpeﬂKVI), Ha rpaHunue ceporo un 6enoro Bele-
cTBa NOOHOW [ONW rONOBHOrO MO3ra (I'IyHKTVIpHaH CTpeﬂKa), B obnactu Tanamyca (ronoBkm CTpeﬂOK),‘ b - 3D-peKOHCprKL|,I/IH: MHOeCTBEHHblE CMMMe-
TPWYHble KanbUMHaTbI 6a3anbHbIx AQep, Ha ypoBHe 3y6anb|x AAep MO3Xe4Ka C ABYX CTOPOH (CTpeﬂKVI); B - Kocaa npoekuwua, natonormyeckoe yTonue-
HUWe KOCTeW IMLEBOro CKeNeTa, BUCOYHOMN 1N KNMHOBUAHOW KOCTeN (ronoBKkmn CTpeJ’IOK), YMeHbLUEHNE KOoNMn4ecTBa A4YeEK CoOCLEBNAHDIX OTPOCTKOB (Tonctole
CTpeﬂKI/I), YMeHbLUeHne obbema BEPXHEYENOCTHbIX Nasyx (I'IyHKTl/IprIe CTpeﬂKI/I),' OTCyTCTBME OCHOBHOW nasyxu (TOHKas CTpeﬂKa); I - KopoHanbHas npo-
eKuunA: natonornyeckoe ytonuweHmne KOCTel NMLEBOrO CKeNeTa, BUCOUYHbIX KOCTEN, BepXHel YentocTu (CTpeJ‘IKl/I), YMeHblUeHne obbema BEPXHEeYEeNIOCTHbIX

Masyx 1 KNEeTOK peLIeTyaToro nabuprHTa (MyHKTUpHbIe CTpenku); [l — oTCyTCTBME NOGHOI Nasyxu (CTPenKm).

OBCYXXAEHUE

[aHHbIN KNUHMYECKUI cnyyan npepctaBnseT MHTepec
He TONbKO PEeAKOCTblo 3aboneBaHusi, HoO U Tem, yto TICK
Oblla NpoBefeHa NaLueHTy B Bo3pacTe 27 feT.

TICK sBnAetcA eOWHCTBEHHbIM JieYeOHbIM METOA oM,
OOCTYMHbIM ANA MauueHTOB C ayTOCOMHO-pPeLecCUBHOM
«3/10KayecTBEHHOM» Ppopmor ocTeoneTpo3sa [19]. Nockonb-
Ky BTOpPWYHbIE HEBPONOrMyeckne aedekTbl He YCTPaHAIOT-
CA TpaHCNAaHTauunen, reHeTuyeckaa amarHoctmka mn TICK
IO/MKHbI ObITb BbIMOMIHEHBI KaK MOXHO ckopee [20, 21].

MHOroLeHTpoBble NCCIe[OBaHUA NOKa3anu, YTo nauu-
eHTbl, NnepeHecwne HLA-rannongeHtuyHyto TICK B Bo3pac-
Te o 10 mecAueB, BbPKMBAIOT C MOMHbIM MPWPKMBIIEHNEM
IOHOPCKNX KNeTok. HanpoTuB, MouTK BCe NaLMeHTbl, Mony-
yaBLlwme TICK nocne 10-mecAYHOro Bo3pacTa, NoABeprannch
OTTOPKEHWIO TPAHCMJIaHTaTa, Aake KOr4a MCMNonb30BancA
raniougeHTUYHbI QOHOPCKUIN MaTepuran [22].

Mo paHHbIM MeXOYHapOAHOro peecTpa OCTeONeTpo3a,
EBponelickoro o6wecTsa no U3y4yeHnio UMMyHoaebuunToB
n EBponeiickoro obuecTsa no TPaHCMJIAHTaLWW KOCTHOTO
MO3ra, umeetca uUHdopMauus o 165 TpaHCMAAHTUPOBAH-

HbIX MALMEHTOB, CPeaHMIN BO3PaCT COCTaBAAET 6,8 mecALeB.
B Bo3pacTe 12 mecAueB TpaHcnnaHTauumo nposenn 41 nayu-
€HTY, HO TONbKO 12 naumeHTam npomsBedeHa nepecagka re-
MOMO3TUYECKNX CTBOJTOBBIX KNeTok nocne 60 mecaues [19].

Mo cpaBHeHUIO C nauMeHTamu, NMeKLNMN ayTOCOM-
HO-PeLeCCUBHYIO «3/T0KAYeCTBEHHYIO» pOpPMY OCTEOMNETPO-
33, nokasaHmem K TICK y nauueHTOB C MPOMEKYTOUYHOM
dopmoii MeHee MOHATHbI. OCIOXKHEHWSA, pPa3BUBalOLLMECS
y NaumMeHToB C 3To GOPMON ocTeoneTpo3a: naTonoruye-
CK1e nepesiombl, 3aBUCMMOCTb OT NMepennBaHnA KOMMOHEH-
TOB KPOBMW, OCTEOMUENTUT BEPXHEN U HUXKHEN YenioCcTu, no-
TepA 3peHus, MOryT 3HauuTeNIbHO yXyAwaTb KauyecTBO UX
Xu3Hn. OgHaKo, Kak MokKasblBaeT UCCNefoBaHue, YCnewHo
npoBegeHHaa TIKC cnocobcTBoBana 3aMeTHOMY Yynyu-
LIEHMIO K/IMHUYECKOrO COCTOAHMA U KauyecTBa »KMW3HWU
y 6 U3 7 nauueHTos [19].

3AKJIIOMEHUE
bnaropapa passuTUIO MONEKYNAPHO-TEHETUYECKUX Me-

TOLOB AMArHOCTUKM, @ TakKe BO3MOMHOCTM MPUMEHEHUA
TaKNX MeTofoB neyeHuns, Kak TICK, nmeeTtca BO3MOXXHOCTb
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YAy4lUnTb TeUEHNe [OCTAaTOYHO PERKOro U TAXenoro 3abo- AONOJIHUTENIbHAA UHOOPMALINA
NeBaHWA KaK OCTeoneTpos. B gaHHOM KnvHMYeckom ciy-
yae TICK 6bina a¢pdeKkTMBHaA ANA yNyUlleHUs KAMHMYeCKo- Cornacue nauvenTa. MaumeHT 106pOBONBHO NOANMCaN MHGOPMUPO-

ro COCTOAHUA MaLueHTa B 27-NeTHeM BO3pacTte " 3¢(|)eKTbI BaHHOE corflacue Ha nybnmKaLuio nepcoHanbHON MeULMHCKON MHpopMa-
TEPANUN COXPAHAKTCA, @ UMEHHO Y NMauMeHTa NpeKkpaTtunn L1 B 06e3nryeHHomn dopme B XKypHane «OCcTeornopos 1 octeonatumy».

Pa3BMBaTbCA MaTtonornvyeckme nepenombl, OTCYTCTBYET He- KoHpnuKT mHTepecoB. ABTOpbI AEKNapUPYIOT OTCYTCTBME ABHbIX
obxoanmocTb B nepenneaHMAX KpPOBU, HE nporpeccnpyert N NoTeHUManbHbIX KOHGANKTOB MHTEPecoB, CBA3aHHbIX C Mybnukauuen
MOY€eKaMeHHasi 6051e3Hb n HeBponornyeckme HapyLeHus. HacToALeN CTaTby.
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