AJIKaNITOHYpPHUA

AJIKANTOHYpPUA (AJKaNTOH (TOMOTEHTU3MHOBAs KHUCIOTa) + Iped. uron — Moda) —
pelKkoe ayTOCOMHO-PELECCUBHOE HapylleHHe OOMEHa BEIIECTB, MPHUBOASAIIEE K HAKOIJICHUIO
TOMOT€HTHU3MHOBOM KHUCJIOTHI B CTPYKType KoyilareHa. MyTaluu JOKaJM3YIOTCS Ha JITMHHOM
rieye 3-ii XpOMOCOMBI, UTO COIPOBOXAAETCS OTCYTCTBUEM KIIETOUYHOTO (hepMEHTa — OKCHIa3bl
TOMOTEHTU3MHOBOW KUCIIOTHI (TOMOTEHTH3AT-1,2-THOKCUT€HA3b] ), UTPAIOIIETO KIIFOYEBYIO POJIb B
pacIeryieHi aMUHOKHCIIOT THPO3uHa U (peHnnananuna. [lpu 3Tom 0OMeH THpO3UHA JOCTHTaeT
JUIIb CTaJUU TOMOT€HTU3MHOBOM KUCIIOTHI, KOTOpas U3-3a BPOXKJIEHHOTO HelocTaTka (hepMeHTa
HE TojBepraercs AalbHElInel TpaHchopMmalvu U HAKaIIMBAaeTCS B KOXE, KOCTSAX, XpsAIlax,
CKJIepe M JApYyrux oOpraHax, a Takke BblIeNseTcd ¢ Mouol. B pesynbprate okxucieHus
TOMOT'€HTHU3UHOBAs KHCJIOTa MIpeBpaIaeTCs B MEJIaHMHOMIOJOOHBIH UTMEHT
(aureTn0EH30XMHOHOBAST KUCIOTA). AKKYMYJISIUS KUCIOTHl MU MUTMEHTa B XpAlIaX U APYTUX
COCIMHUTEIILHOTKAHHBIX  CTPYKTypax  OmpeAenseT  pa3BUTHE  CHMITOMOKOMIUIEKCA!
TOMOTEHTH3HHOBAS allUAypHsi, OKPALIMBAHUE B CHHEBATO-UYEPHBIA I[BET COCMHHUTEIBHON TKAHH
(0XpOHO3) M apTpoMaTUs KPYIIHBIX CYyCTaBOB, IOPaXKEHNE MIO3BOHOYHHKA, PEXKE KJIAIaHOB Cep/Ila,
MOYEK, IPEJICTATENbHOM JKee3bl.

N3BecTHO 129 maTOreHHbIX BApHAHTOB MyTallUii B TeéHE TOMOTE€HTH3aT-1,2-TnOKCUTeHAa3bl
(HGD), naxonsmuxcs B pa3HbIX ajUIeJIbHBIX KOMOMHALMSAX UM pPACHpeleNeHHbIX 10 Bcel
MOCJIEI0BATEIbHOCTH TI'eHa. BONBIIMHCTBO MMAaTOT€HHBIX BApUAHTOB OTHOCSATCS K MMCCEHC,
HOHCEHC, MHTPOHHBIM MYTAIIHSIM, TIPUBOJISIIAM K aHOMAJIMH CIUTACHHTA CaliTa U K MyTalHsIM CO
CABUIOM paMKu. [TalMeHThl ¢ aJKanTOHYpUeH 4acTo SBISIIOTCS CIIOKHBIMU T€TepO3UTrOTaMu 110
0OHapy’KMBAaeMbIM BapHaHTaM MyTallMii, HO ()EHOTHII HE 3aBUCUT OT BapuaHTa 0OHapy>KUBAaeMOMH
MyTauu. B OONBIIMHCTBE STHUYECKUX TPYIIT PACIPOCTPAHEHHOCTh alIKANTOHYPHH COCTAaBIISET
1:100 000-250 000. B CnoBakuu u JlomuHuKaHCKOW PecnyOivke 0oJie3Hb SBISETCS TOpa3zo
6osee pacpocTpaHeHHoM u oneHuBaercs B 1:19 000 uenosek. B nureparype ects nanubie o 950
nalMeHTax ¢ BepupuuupoBaHHOHN ankanToHypuel, 30 U3 KOTOPBIX MPOXKHUBAIOT HA TEPPUTOPUU
P®. B Poccuiickoii ®eaepaunu 3a6o1eBaHue oTHeceHO K opdannbiM (Menee 10 va 100 000
HaCeJICHHs1), ONyOJIMKOBaHbI €IMHUYHBIC CITydan HaONIOJEHUS TaKUX IAalMeHTOB, HO JaHHBIX O
PacIpOCTPaHEHHOCTH AJIKAITOHYPUH HET.

JIMarHo3 aJKanTOHYpUHU SIBIISIETCS BEPOATHBIM, €CIH Yy TMaleHTa OOHApYKUBaeTCs
TpHaza CUMIITOMOB: JIETEHEPATUBHBIM apTPUT, OXPOHO3HAS MUTMEHTAIMs] U MOTEMHEHHUE MOYHU

IIOCJIC Mo CIIadyBaHus. HOI[TBep}KI[aeTCﬂ AUardo3 OonpeaciICcCHUuEM TOMOTEHTHU3UHOBOM KHCIIOTEI


klito
Подсвеченный


B MOY€, HO HE B KPOBH, I'Jlé €€ ypOBEHb MOXET ObITh HOpPMaJbHBIM, TaK KaK y MAIMEHTOB C
AJKANTOHYPHUEN YCUIIEHA DKCKPELHUSI TOMOT€HTU3UHOBOW KUCIIOTHI.

PenTtrenonorudecku y 00JbHBIX OXPOHO30M BBISIBIISIFOTCSI BRIPA)KEHHBIC JIETCHEPATHBHBIC
M3MEHEHHUs B MOPAXXKEHHBIX CyCTaBaX: o4aru CyOXOHJIIpalIbHOTO CKJIEpO3a, pa3pylIeHHE Xpsila,
HEPOBHOCTh CyCTaBHBIX KOHTYPOB, CY’KEHUE CYCTaBHBIX ILI€JIeH, 0CTEO(PUTHI, a TAKKE YTOJIICHHE
KaIcCyJibl U 3K30CTO3bl B MECTAX MPUKPEIUICHUS CYXOKHIIHM.

IIpy  pEHTITEHONOrMYECKOM  MCCIECJOBAHMM  IIO3BOHOYHMKA  IPEXKAE  BCErO
00Hapy»XUBAIOTCS HW3MEHEHHS B (UOPO3HOM KOJIbIIE MEXKIIO3BOHOYHBIX TUCKOB. BBISBISIOTCS
Ouarn YIUIOTHEHHS C TOCJIEAyIomed Kanbluu(puKamueld MyJIblIo3HOTO siipa, MPOUCXOIUT
YMEHBIIEHNUE BBICOTHI MEKIIO3BOHOYHBIX JUCKOB, MHOTJA OHU PE3KO MCTOHYAKOTCS, BIUIOTH IO
CIUSHMUS TIO3BOHKOBBIX TE€JI, PAa3BUBACTCA CKOJMO3 B TPYAHOM WM MOACHUYHOM OTHAEINE
MO3BOHOYHMKA, YCHUIIMBAETCA KU(O3 rPyAHOrO OTElNa, CTIaKEHHOCTh WU KU(O3 MOICHUYHOTO
oT/eNa TIO3BOHOYHMKA, (OPMHUPYIOTCS OCTEO(PUTHI, KOTOpPBHIE 3aMBIKAIOTCS U CO3JAIOT
CHUHJECMO(UTHI, CXOIHbIE C TAKOBBIMH MPU aHKWJIO3UPYIOIIEM CIOHAWIOAPTPUTE. 3HAYUTEIHHO
MO3KE IPOUCXOAAT CKIEPO3UpPOBAaHHME U OKOCTECHEHHE OOKOBBIX M NEpeJHEell CBS30K
no3BoHOYHMKA. Kanbuudukanus MeXI03BOHOYHBIX JHUCKOB SBISETCS  OTIMYUTEIbHBIM
MPU3HAKOM OXpOHO3a. BO3MOXKHO Kak HM30JMpPOBAHHOE MOpPAXKEHUE IMO3BOHOYHMKA, TaK U
OJTHOBPEMEHHOE BOBJICYEHUE KPYITHBIX CYyCTABOB.

Knunnuyeckuii ciayyai

Mamuent C., 15 ner, poct 170 cm, Bec 60 kr, UMT — 20,8. MecTo poxaeHust — T.
Bousrorpan.

[TocTynui ¢ sxano0aMu Ha MOCTOSTHHBIE, YCUITUBAIOIIMECS TIPU JIBHXKEHUH OOJIH B PAaBOM
KOJIEHHOM CycCTaBe, AedopMaliiio MpaBoll HOTH, OTpaHUYEHUE JIBJKEHHM B MPaBOM KOJICHHOM
CycCTase.

Co cnoB marepu, ¢ JA€TCTBAa OTMEYAIOT MEPUOAMYECKOE, C YaCTOTOM mpumepHo 1 pa3 B
HEJIENI0, OKPAIIMBAHUE YTPEHHENH MOYM B UEPHBIH 1IBET.

Boin B KOJIEHHOM CycTaBe MOSIBIITUCH OKOJIO 3 JIET Ha3aJl, MOCTETICHHO MPOTPECCHPOBAIIH,
MpUCOeANHUIIACH Aeopmaliusl U orpaHuyeHue IBKeHui. [lomyyan KoHcepBaTUBHOE JICUCHUE C
BpEeMEHHBIM 3(exTom.

[Nocniuranu3upoBaH U1 S3HAOMPOTE3UPOBAHUS IIPABOTO KOJIEHHOTO CYCTaBa.

IIpn ocmoTpe mpaBblii KOJIEHHBIM CycTaB yBeJlIW4YeH B 00beME, KOHTYpHl CIJIaXKEHBI,
runorpodust Ml npaBoro 6eapa. Onpenensercs BapycHas aeopmarrsi KOJICHHOTO CyCTaBOB
25 rpanycos. [Ipu mamenanuu— OOJIE3HEHHOCTh B MPOEKIIMU CYCTaBHOW mienu. J[BYKEHUs B
KOJICHHOM CyCTaBe OrpaHUYEeHbI U O0JIE3HEHHBI B KPAWHUX TOUKAX aMIUIUTYAbl: CTHOAHKE B JIEBOM

KOJIEHHOM CyCTaBe BO3MOXHO 10 yriia 90 rpamycos, pasrubanue 1o yria 150 rpaaycos, B mpaBoM



KOJICHHOM cycTtaBe crubanue 1o 90 rpamycos, pasrudanue g0 120. CumnroM 0aioOTUPOBaHUS
HAJKOJICHHUKA OTPHUIIATENbHBIN ¢ 00eux cTopoH. [Ipu3HaKoB HECTaOMIBHOCTH CYCTaBOB BO
(pOHTATBHON U CarnTTaJILHON IUIOCKOCTSAX He BBIsABICHO. [lepudepuyeckoe kpoBocHaOXKeHNE U
WHHEpPBAILMsI HKHUX KOHEYHOCTEH He HapylieHbl. Culla MBI HIPKHUX KOHEYHOCTEeH 5 0aljioB.

I'pynnoit xudo3, meiHbli W MOSICHUYHBIA JIOPJ03 CriaxkeHbl. llampmanus OCTHCTBHIX
OTPOCTKOB U TIapaBepTeOpPaAIbHBIX TOUEK YMEPEHHO OOJIE3HEHHA BO BCEX OT/IeNIaX MO3BOHOYHUKA.
I[JII/IHHLIG MBIIINBI CITMHBI HaHpﬂ)KCHBI B IIOACHUYHOM OTICIIC. AMHJII/ITYHa ,I[BI/I)KGHI/Iﬁ B IJ.ICﬁHOM
Y MOSICHUYHOM OTJI€eJIaX MO3BOHOYHNKA CHIIKEHA.

[Ipn ocMOoTpe B BHCOYHOM YTy IJ1a3a Ha CKIepax OOHApYy>KMBAIOTCS €/1Ba 3aMETHbBIC

TEMHBIC TIATHA, CO CIIOB MaTepH TaKue ke, Kak y oria u 6adymku. (Puc.1)

Puc.1 O1/105keHHe MUTMEHTA B 00J1aCTH CKJIep

Ha KOXKE J'I6a, CIIMHKHU HOCa, BOprr TJ1a3 TEMHBIC BHYTpI/IKO)KHBIC OTJIOKCHHUA IMUTMCHTA
CEpO-4EpHOro I[BETA. YIIIHbIE PAKOBHHBI B XPSIICBOW YacTH € roiyObiM OTTeHKOM. C JeTcTBa
OTMEYaeT NEePUOANYECKOE OKPAIIMBAHNE YTPEHHEH MOYH B TEMHBIH I[BET. Y OTIIa MAIleHTa YacTO
oOHapy»KUBaeTCs TEMHAas MO4Ya, OJTHAKO OH HE 00CIIeIOBaH.

Ha mudpoBsIix peHTreHOrpammax (puc. 2) JAaHHBIE 32 OCTE0apTpO3 MPABOr0 KOJIEHHOIO
cycraBa III cr. CycraBHBIE TOBEPXHOCTH KOHTPYIHTHBI, PEHTI'CHOBCKas CyCTaBHAs IIIEThb
HEPAaBHOMEPHO Cy)KEHa, TMPEHMYIIECTBEHHO B JaTepalbHBIX oTaenax. Omnpeaensercs
BBIpQXEHHBIA CYyOXOHIPANbHBIA CKJIEPO3 CYCTaBHBIX MOBEPXHOCTEH C HAJIWYUEM YYacTKOB
KUCTOBUAHON TepecTporiku. OTMEUaroTCsi KpaeBble KOCTHBIE pa3pacTaHus B 0OJACTH TMOJIIOCOB
HAJKOJICHHUKA, MBIIIETKOB OeApEeHHONW U O0JbIeOepIioBOM KOCTEH, OOJbIe BBIPAKEHHBIX I10
JaTepabHON MIOBEPXHOCTH. MEXMBIIIEIKOBOE BO3BBIIICHUE O0JIBIIICOSPIIOBON KOCTH YILIOMIECHO.
B mapaapTUKyJISpHBIX MATKUX TKAaHSIX OO0JIACTH TOAKOJIIEHHOW SIMKH BU3YaIH3UPYIOTCS

MHOYECTBEHHBIC TEHU Pa3HOKAINOEPHBIX MeTpU(UKaTOB, OOIIKUMHU pazMepamu 110 3,8 x 8,1 cm.



Puc. 2. luthpoBbie peHTresorpammel NPaBoOro KONEHKOro CycTaga B npamoi (a)
1 GokoBO# npoexyuu (6) C uCNoNbL30BAHMEM KANWUGPOBO4HOrD 06bEXTa

JlaHHbBIC KJIMHAYECKUX MCCIICTOBAHUN.

buoxumuueckuii aHanmu3 KpoBH: oOmuil O6emok — 75 r/m; MoueBnHAa — 3,9 MMOJIB/II;
KpeaTHHUH — 64 MKMOIB/J; TIoko3a — 5,0 MMoub/i; oOuuit ounupyoun — 11,1 MKMonb/1;
npsaMoit ounupyoun — 2,0 MkMoJIb/11; HenpsimMoit Ounupyoun — 9,1 mxmons/n, ACT — 34 En/m;
AJT — 39 Ex/im; CPb — 6,5 mr/a.

OO6UIeKITMHIYECKHI aHAM3 KPOBH: Jeikomutel — 9,04 x 10%m; spurponutsr 4,37 x
10'%/11; remornobun — 138 1/m; reMatokpuT 39,1%; cpeaHee KOIMMYECTBO TeMOTJOOMHA B
sputpormte — 31,9 mr; Tpombomutel — 351 x 10%m; COD (mo Bectepurpeny) 58 mm/u;
neiikonuTapHas ¢opmyna: so03uHODUIBEI — 1%; cermenTosiepHbie HedTpodmiasl — 80%);
auMboruThl — 16%; MonouTel — 3%.

OOIIEeKTUHUYECKUI aHATU3 MOYH: I[BET — CBETJIO-KOPUYHEBBIH; MPO3PaYHOCTh —
cmabomyTHas; yaensHbli Bec — 1025; pH 6,5; 6emox 0,03 1/1; TII0KO3a, KETOHOBBIE Tena,
YPOOMIMHOTEH, OMIIUPYOUH, HUTPUTHI — OTPHUIATEIBHO, JICUKOIUTHI 4—5 B 11/3; spuTpouutsl 0—1
B I1/3; TJIOCKUH anuTenuii 1-2 B 11/3; uccieoBane reMocrasa: poTpoMOMHOBBIN TecT o KBuky
— 90%; ¢udbpunoren — 4,4 r/m; AIITB — 44,1 cek.

B oO0mexnMHUYecKuX HUCCIEAOBAHUAX KPOBM W MOYM OTKIOHEHHH OT pedepeHCHBIX
JTMATia30HOB HE BBIABIICHO. [IpW OTCTaMBaHWM MOYHM Ha CBETy dYepe3 6 4acoB HaAOII0JIAI0Ch
3HAYUTENIbHOE TOTeMHEHuE (pUc. 7), KOTOpOe YCKOPAIOCh MpHU 100aBIECHUN HECKOJIbKUX Karelb

ICJI04H.



Puc. 7. 06pa3ubi moyu naynenta. Cnesa na ioTo — CBeXeCOGpannblil 06pasey Moyn,
cnpaega — nocne 6-4acoBoi uHKyGauumu NPU KOMHATHON TEMAEpaType

HccnenoBanne MOYM Ha COJEp)KAHME TOMOTCHTH3MHOBOW KHCIIOTHI  ITO3BOJIMIIO
MOJATBEPANTDH TUArHO3 aIKaNTOHYPHUH, TaK KaK KOHIEHTpaus coctasmia 3362,7 mM/mons CRE
(mopmanbHbie 3HaueHus: menee 20 MM/moinp CRE).

I'pynmna kposu — AB (1V); Rh-¢akTop — monoKuTebHBIi.

19 okTsa0pst 2023 T. BBINOJHEHO TOTAJIBHOE IEMEHTHOE HJIIOMPOTE3UPOBAHUE TIPABOTO
KOJIGHHOTO cycTaBa. [lociie apTpoTOMHUH BBIIETHIOCH HE3HAYUTEIIEHOE KOJTUYECTBO (HECKOJIBKO
MWUIHJIUTPOB) CBETJIO-)KEITOH, Cllerka MYTHOM CHHOBHMAIBbHOM JKMIKOCTH, KOTOpas Oblia
HalpaBJIeHa Ha IUTOJIOIMYECKOE HCCIIEJOBAHUE.

PesynbraT sKCmpecc-uccieoBaHus CHHOBHAIBHON KHUJIKOCTH: IIBET — CBETJIO-XKEINITas;
PO3pAaYHOCTh — CIa0OMyTHas; BSI3KOCTb — CpeaHss; uurto3 — 132 knetku B 1 MKI;
MHUKPOCKOIUYECKOEe HCCIIeI0BaHNE HATUBHOTO Ipernapara: 3pUTPOLUTE — 2—3 B I0JI€ 3pEHHUS;
neiikoruTel — 0—1 B mone 3peHus.

[TonmyyeHo omucaHue OmepanMOHHOTO MarepHuaia ((pparmMeHTa KOCTH M CHHOBHAJIHHON
TKaHW), HAINPAaBIEHHOTO Ha THCTOJIOTHYECKOE HccienoBanne. DUKCHUPYIOMAs XUAKOCTh B
KOHTEHHepe OKpallleHa B HCCHHS-YepHBIN IBeT. XpsIl XPYNKHii, JJOMaeTcsl IPH MEXaHUYECKOM
HE3HAUUTEeNbHOM Bo3JeiicTBUU. CHuII TOJOBKM, MPEICTABICHHBIM B JIEBOM YacTH pPUCYHKa, C
KOMIIOHEHTaMH XpsIla U TyOuaTol NMpuiieKamied KOCTH TakyKe OKpAalleH B MPaKTUUYECKH YEPHBIN
IBET.

IIpu uccnenoBaHUKM MHKpPOIpPENapaToB XpslleBas TKaHb C OTJIOKEHHSAMU MUTMEHTa OT
KOPUYHEBOTO JI0 YEpPHOIo IBETa C MEPUXOAPOLUTAPHBIM M ¢ Auddy3HBIM pacrpesereHueM
NUIMeHTa (KOJUIareH B COEJUHEHHH C TOMOTE€HTH3MHOBOW KHUCIIOTON). OTMeuaeTcs y3ypanus
MOBEPXHOCTU Xpslia. [ MATTMHOBBIN XPAIl UCTOHYEH. XPAIIEBas TKaHb CyCTaBHOW MOBEPXHOCTH
HEpaBHOMEPHOI! TOJIIIMHBL, C OYaraMy pa3BoJOKHEHUs, (hrubpo3a u 6a30(puIbHON JereHepauu u
OTJIOKEHUS MHUTMEHTa OT CBETJIIO-KOPUYHEBOTO JI0 TEMHO-KOPHUYHEBOTo IBeTa. Ha oTaenbHBIX
y4acTKax XpsII MOJHOCThIO OTCYTCTBYET M 3aMeEIIeH 3penoi GuOpo3HOoW TkaHbI0. OTMedaeTcs

MyJIbTH(GOKaTbHAS ocTeoMeTariazust (puOpo3Hoil TkaHW M XpsAma. B mpunexamen ryovaron



KOCTH YMEpEHHbIE SIBJICHUS MOpO3a. APXUTEKTOHHMKA CJIOEB XOHAPOLMUTOB HapylieHa. KocTHbie
0anKkyu HepaBHOMEPHOM TOMIIMHBL. KOCTHBIA MO3r ¢ YaCTUYHBIM 3aMECTHTEIbHBIM (UOPO30OM H
JUIIOMaTO30M.

Ha ocHoBanuu onMcaHHbIX BbIIIE KIMHUYECKUX JTAHHBIX, PE3YIbTATOB JOMOJIHUTEIHHOTO
o0cie10BaHUS 1 TUCTOJIOTUYECKOTO UCCIIeIOBAHUS Pe3eLIMPOBAaHHON CHHOBHAILHOM 000JI0YKU U
CYCTaBHOTO Xpsia OOJbHOMY TIOCTaBJIEH JMAarHo3: BTOPUYHBIA TOHAPTPO3 Ha TOYBE
AJIKaITOHYPUUYECKOTO OXPOHO3A.

[locneonepanuonnblii  mepuon  06e3  ocnokHeHui. [IpoBonuiach  KOMILJIEKCHAs
peabunutanus. Ilanuent BeimucaH uyepe3 7 OHEH MOcle OMEpPaTUBHOrO BMemaTenbcTBa. K
MOMEHTY BBIITHCKH XOJHT C ONOPOM HA KOCTBUIH, C JO3UPOBAHHOW HArpy3Koi Ha ONEPUPOBAHHYIO
KOHEYHOCTh. OTeKk B 00JACTH ONEPAaTUBHOTO BMEILIATENIbCTBA HE3HAUUTEIbHBIA. 3a)KUBIICHUE
paHbl UAET MEPBUYHBIM HATSHXKEHUEM.

Oobcyxaenne

Teuenne amkanTOHYpUH MPOTPAJAUEHTHOE, C TIOCTEIIEHHBIM HapacTaHHEM Ooyield u
HapylLIeHUEM I[OABM)KHOCTH cycTaBoB. OOIlee COCTOSHUE YJOBJIETBOPUTEIBHOE, OJHAKO
porpeccupyrolee HapyueHue GyHKIIMH CyCTaBOB MpeBpalaeT 00JIbHOTO B MHBAIU/IA.

ITpu ocmoTpe oOpaiaeT Ha ceOsi BHUMaHUE CepO-KOPUYHEBAsi MUTMEHTAIUS KOXKU JIUIIA,
KOTOpasi HanboJiee BhIpa)kK€Ha Ha CIIMHKE HOCA, BOKPYT IJ1a3 U BOKPYr ryd. OTMevaercs Takxke
TEMHasl OKpackKa yIlled U CKJIaJ0K KOXXM Ha Ilee, )KMBOTE, JIAJOHAX, [0/ MbIIIKaMH U B JPYTUX
MmecTax. Bo Bcex o0macTsax, KpoMe MUTMEHTAllMU, OTMEYAETCs] YIUIOTHEHHE KOXKU BCIIEACTBUE
OTJI0XKeHUs Kajblua. OKpacka KoK OOBSICHAETCS OTJIOXKEHHUEM OXPOHOTHYECKOTO MUTMEHTA B
AIUTENMU KOXHBIX COCY/IOB, B IOTOBBIX JK€JI€3aX M B PETUKYJIO-3HIOTEIUAIbHBIX KJIETKaX
(maxpodarax).

Eme panbiie, yeM Ha KOKe, MOXET MOSBUTHCS OYaroBas MUTMEHTAIMS TJa3: CKIEPHI,
3payka, KOHBIOHKTHUBHL. (COOEHHO XapakTepHa MUTMEHTAllUs CKIEepPhl B BHUIE TEMHOTO
TPEYroJbHOrO ouara B €€ Ha3aJbHOM WJIM BUCOYHOM oTAeNe. IHorja murMeHT OTK/IaibIBaeTCs Ha
CKJIepax B BHJI€ TEMHBIX ToueK. M3 JApyrux BHECYCTAaBHBIX IMOPAKEHUH CIIEyeT OTMETHUTb
HOpakeHHe CepeyHO-COCyIUCTON cucteMbl. [Ipu oxpoHosze mMoxer HaOmonaTbes AUdQy3Has
MUTMEHTAIMsl CePACUHBIX KIIAMIaHOB, DHJIOKAp/a, UHTUMBI aOPThl U DHJOTEIHS KPOBEHOCHBIX
COCY/IOB.

Pentrenorpadus cycraBoB oOHapyKHBaeT XapaKTepHbIE AJII OXPOHOTHUECKOTO apTpUTa
u3MeHeHus. [Ipn nopaxkeHun nepupepuyecknx CycTaBOB HA PEHTICHOTpapuu — OCCUPHUKAIHS
XpAIIed U MITKUX NEPUAPTUKYISPHBIX TKAHEH W MPU3HAKU JeOPMUPYIOLIETO apTpo3a B BHUJIE
CYy)KEHHS CyCTaBHBIX IIEJeH, 0cTeo(UTOB, CBOOOIHBIX WHOPOIHBIX (OCTEOXOHIPATBHBIX) TE,

Yale BCero moj HaJAKOJIEHHUKOM WM B 00JaCTH MOAKOJIEHHON BnaauHbl. HaOmromaeTcs: Takke



KanpiuuKanug Onu3nexammx cyxoxkuiuid. KiouHudeckue u  yabopaTopHble MPHU3HAKU
BOCTIQJIUTEIBHOTO MPOoIecca y OOIBHBIX OTCYTCTBYIOT.

[TopaxxeHre MO3BOHOYHUKA MPH AKANTOHYPHUH clieayeT auddepeHnpoBars ¢ 601E3HBI0
bextepeBa u mnepBuYHBIM JedopMupyomuM crnoHauino3oMm. Ot Oone3nu bexrtepeBa 310
3a00JIeBaHUE OTJIMYAETCS MOPAKEHUEM MPEUMYUIECTBEHHO TPYJHOTO U MOSCHUYHOTO OTAENIOB
MO03BOHOYHHKA, TPH UHTAKTHOCTH IMIEHHOTO OT/IENa, U MopakeHneM cuMdusa (B TO BpeMst Kax JIst
Oone3nn bexTepeBa XapakTepHO paHHEE MOPAKEHUE KPECTIIOBO-TIOAB3AOIIHOTO COUICHEHUS),
U3MEHEHHEM U KalblLHU(UKAIUEl MEXKIO3BOHKOBBIX JHCKOB, OTCYTCTBUEM BOCHAIUTEIbHBIX
apreHuil. OT nedopMUPYIOLIEro CHOHAWIO3a 3a00JIeBaHUE OTIMYAETCS CKJIOHHOCTBIO K
AHKUJIO3UPOBAHUIO MTO3BOHOYHHKA, KATBIIM(PUKAIUEH MEKITO3BOHKOBBIX JMCKOB, IMOPAKESHUEM
cumdusa.

Haubonee pacnpocTpaHeHHBIMUA PEKOMEHAIMSMHU T10 JICYCHHUIO alTKAITOHYPHH SBIISIOTCS
JTUETHYECKHE OTPAHUYEHHS TPOYKTOB, COJIEPKAIINX TUPO3UH (MSICO, pbIOa U JIp.) U IPUMEHEHUE
ButamuHa C. HensBecTHO, MOMOXKET JIM IMETHYECKOE OTPAaHIMUYCHHE C pAHHETO BO3pacTa n30exarhb
WIA MUHUMH3UPOBATh OoJiee TO3THHE OCIOKHEHHS, HO TAaKOW IOJXOJA TIPEACTaBISAETCS
pa3ymHbIM. [lo JaHHBIM TUTEpATYpHl, MPUMEHEHUE ACKOPOMHOBOM KUCIOTHI, HU3KOMPOTEUHOBOM
IUeThl UIu  (U3HOTEpanuud He JaeT 3HauyuMmoro d3¢dexra B JIEYCHHH U NpOdUIAKTHKE
OCJIOKHEHUH, CHIKasi 00pa3oBaHue alleTHI0CH30XWHOHOBOW KUCIIOTHI, HO HE TOMOTEHTH3HHOBOU
KHCIIOTEHI.

Ha mnactosmmii MOMEHT, K COXaJleHHI0, HET METOJO0B MEIMKAMEHTO3HOIO JICUeHUs
aNKanTOHypuu ¢ Joka3zaHHOW 3ddexTuBHOCTHIO. [IpeAnokeHo neueHHe alKanTOHYpUU C
nomoibio HUTH3UHOHA (OpdanuHa), KOTOPHI OJO0OpEH IJsi JICYCHHS TUPO3UHEMHUHU, TaAKKE
SIBIISTIOICHCS METAa0ONMYECKHM PACCTPOMCTBOM. JKCKpEIHsi TOMOTEHTH3HMHOBOW KHCIIOTHI C
MOUYOM TpU €ro MPUMEHEHHWH 3aMETHO CHHUXKAeTCA, HO JOJNTOCPOYHYI0 3(PQPEKTUBHOCTH U
0e30MacHOCTh HATOr0 Tpenapara emie NPeICTOUT YCTaHOBUTh. TakKkKe paccMaTpUBAETCS
BO3MOXXHOCTH ITPUMEHEHHSI N-alle THIITUCTEHHA KaK BEIIECTBA, BIMSIONIETO HA aHTHOKCH ITAHTHBIC
OMOMOJIEKYJIBI.

JloCTymHBIMU ~ METOJaMHU  JICYeHHS s OOJBHBIX  QJKANTOHYpUEH  oOcTalTcs
CUMITOMATUYECKUE  CpEICTBa, JeueOHas  (u3KynbTypa, (u3MUeckue Harpy3ku U
DHJIOTIPOTE3UPOBAHUE KPYIHBIX CYCTaBOB, C IEJNBbI0O YMEHBIIEHHS OO0JIEBOTO CHHIPOMA.
Pe3yibTaThl SHIONMPOTE3UPOBAHMS KPYIMHBIX CYCTAaBOB Y IAIIMEHTOB C aJIKANITOHYPUYICCKUM

OXPOHO30M CPaBHUMBI C PE3yJIbTaTaMU IIPH OCTE0APTPO3aX, HE CBA3AHHBIX C AJIKANTOHYpPUEH.






