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Pesztome

Heas. Llenpio HacTosmerd pabOThl SABISUICS aHadU3 OCOOEHHOCTEH TeueHWs cHMHApoma nail-patella y
pebenka 4-x neT, NpUHIUIIOB AUarHOCTUKH, OLIEHKU TeHealorn4ecKoro aHaMHe3a.

Metoauka. [IpencraBiieH KIMHUYECKAN cydait 6one3nn DoHra y neBouku 4-X jeT. [IpoaHam3upoBaHbl
UMEIOIIHECS KIMHMYECKHUE CUMIITOMBI, Pe3yJIbTaThl JOMOIHUTENBHBIX 00CIeI0BaHU, JaHHbIE aHaMHe3a
JKU3HU, 60me3rn. [IpociekeHo TeueHrne HaclIeICTBEHHOTO CHHAPOMa B TE€USHHE HECKOIBKUX ITOKOJICHHH.
IIpoananu3upoBaHbl HWHOCTPAHHBIE M OTEUECTBEHHbIC HCTOYHUKH JuTepaTyphl. [IpuBeneHbl Mepbl
PO(UIAKTHKY BOSHUKHOBEHUS TSHKEIBIX OCIIOKHEHHH, COMYTCTBYIONIUX JAHHOMY CHHIIPOMY.

Pesynbrarel. Hamum npencrtaBieH KIMHMYECKMI ciydall ceMmeWHoOro cuHipoma nail-patella.
I'eHeTnueckas OCHOBa 3TOrO0 CHUHIPOMA IPUBOJUT K 3HAUUTEIbHOH BapuaOEIbHOCTH KIMHUYECKUX
HPOSIBIICHUH, B CBSA3U C 4YE€M CHHIPOM MOKET OCTaBaThCsl HEPACIO3HAHHBIM Ha NPOTSLKEHUMM MHOI'MX
nokosieHuil. CucTeMHbIe NMPOSIBIEHUS 3a00/I€BaHUsI MOT'YT MAacKUpOBaThcs MOJ Jpyrue 3abosieBaHUsA U,
KaK CJeJCTBHE, NIPUBOANTH K HEMpaBMIBLHON Tepamuu. Hamu pazpaboTaH anropuT™ JHarHOCTHYECKOTO
MOMCKa NPH BBIBIEHUH JAHHOTO CUHApOMa Y IeTeH.

3akawuenne. [IpencraBieHHBI HAMHU KIMHUYECKHHA Clydyall wuMeeT OONIBIIOE 3HAYCHUE IS
CITCIIMATUCTOB PA3IMIHOTO MPO]IIISA, TaK KaK OIMMMCAHO PEAKOE COUCTAaHNE OPTOTECIUUCCKOMN MTAaTOJIOTHH C
CHCTEMHBIMH  TIPOSIBJICHHWSIMH,  Pa3BUTHEM  MHONATHYECKOTO  cuHApoma. Jlmsg  HambOombImei
pPE3YIBTATUBHOCTH  TMPOBOJMWMBEIX  PEaOMIMTAIIMOHHBIX ~ MEPOIPHATHH  BaXHO  HCITOJIB30BATh
MYyJIbTUAUCIUIUIMHAPHBIN — moaxoa.  OO0s3aTeNbHO  JTOJDKHO — PEKOMEHJIOBAThCS  T'C€HETHYECKOS
KOHCYJIbTUPOBAHUE BCEM MAlMEHTaM C MOAO3PECHUEM Ha AHHBIM CHHIPOM, BaXKEH CKPUHUHT CEPhE3HBIX
OCJI0KHEHUM.

Kuroueswvie crnosa: cunanpoM nail-patella, 6one3np @oHra, 0CTCOOHUXOUCTIIA3US, MUOTIATHS
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Abstract

Objective. The purpose of this work was to analyze the features of the course of nail-patella syndrome in
a 4-year-old child, the principles of diagnosis, and the assessment of genealogical history.

Methods. We present a clinical case of Phong's disease in a 4-year-old girl. The existing clinical
symptoms, results of additional examinations, life history data, and illnesses were analyzed. The course of
the hereditary syndrome was traced over several generations. Foreign and domestic literature sources are
analyzed. Measures are given to prevent the occurrence of severe complications accompanying this
syndrome.

Results. We present a clinical case of familial nail-patella syndrome. The genetic basis of this syndrome
leads to significant variability in clinical manifestations, and therefore the syndrome may remain
unrecognized for many generations. Systemic manifestations of the disease can masquerade as other
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diseases and, as a result, lead to improper therapy. We have developed a diagnostic search algorithm for
identifying this syndrome in children.

Conclusions.The clinical case we presented is of great importance for specialists in various fields, since it
describes a rare combination of orthopedic pathology with systemic manifestations and the development
of myopathic syndrome. For the greatest effectiveness of ongoing rehabilitation measures, it is important
to use a multidisciplinary approach. Genetic counseling should be recommended for all patients suspected
of having this syndrome, and screening for serious complications is important.

Keywords: nail-patella syndrome, Phong's disease, osteoonychodysplasia, myopathy

BBeneHune

Cunnpom nail-patella (HorTei—HaAKOJICHHUKA) WIN OCTeOOHHMXoaucIuiazusa (Oomesnp doHra) — peaxoe
ayTOCOMHO-TOMHUHAHTHOE 3a00JIeBaHNE ME3EHXUMATBHBIX TKaHEeH, CBA3aHHOe ¢ MyTanuen rena LMXI1B,
XapaKTepPU3YOIeecss aHOMAIHMSIMU KOCTEH, CyCTaBOB, HOTTEH W TOYEK. 3a00JeBaHHME BCTPEUAETCS C
yactorod 1:50000 [1, 3]. T'eHeTnueckas OCHOBa 53TOTO CHHAPOMAa MPUBOAUT K 3HAYUTEIBHOMN
BapraOENbHOCTH KIMHHYCCKUX TIPOSIBJICHWH, B CBSI3W C UYEM CHHAPOM MOXKET OCTaBaThCs
HEpacHo3HAaHHBIM Ha TMPOTSKCHUW MHOTHX TOKOJNIeHWH. CHCTEMHBIC TPOSBICHUS 3a00JEBaHUS MOTYT
MacKHpOBAaThCs TOJA ApyTrue 3a00JeBaHUsA M, KaK CJICICTBHE, MPUBOINUTH K HEMpaBHUILHOW Tepamuu. B
JUTEPATYPE UMEIOTCS JTUIIh CAMHUYHBIC CBEACHUS O TAHHOM 3a00JICBaHUH, OCOOCHHOCTSIX €T0 TCUCHUS U
nuarHoctuku [2]. [IposiBieHus] TaHHOTO CHHApPOMAa BECbMa HEOAHOPOJHBI U UHAUBUAYyaNbHEI [4, 5].Kak
MPaBWIO, TPUCYTCTBYET JBYCTOPOHHSS THIIOIUIA3US WU OTCYTCTBHE HAJIKOJICHHUKOB, TMOJBBIBIX
TOJIOBKM JIYYeBOHW KOCTH B JIOKTEBHIX CyCTaBax, JBYCTOPOHHHE J00aBOYHBIC ITOJIB3JIOIIHEIC OCTH,
OTMEYaeTCs HeOPa3BUTHE WM OTCYTCTBHE HOTTEBBIX IIACTHH. CHHAPOM MOKET COUETATHCS C TTIOUCTHOM
muchynkmmend. OTMedaeTcsl MPOTEUHYPHsl, TeMaTypus 3a CUYeT OTJIOKEeHHsA B KiryOoukax IgM. JlanHble
MIPOSIBJICHHUST COTIPOBOXKAAIOTCS apTepuanbHO runepreHsueit. Y 30% 3aboieBaHne TPHBOIUT K
BO3HUKHOBCHHUIO TECPMHUHAIBHOW TOYEYHOW HEAOCTATOYHOCTH. Takke B HMHOCTPAHHOW JIMTEPAType
UMEIOTCSl yYKa3aHWs Ha COUYCTaHWE JAaHHOTO 3a00JCBaHUS C TJA3HOW (OTKPHITOYTOJIbHAS TJIayKOMa),
HEBPOJIOTHUECKON MAaTOJIOTHEH, HapyIeHHeM (pyHKIHH KeTyA09HO-KUIIEYHOT0 TpakTa [6, 7].

Hanuune conmyTCcTBYIOUIMX MPOSIBIEHUNH CO CTOPOHBI MOYEBBIJIETUTEILHOM, MBIIIIEYHO-KOCTHOM, racTpo-
UHTECTHHAIBHOW CHUCTEMBI, I1a3 TpeOyeT 0co00ro BHMMaHMs CO CTOPOHBI CIIELHATUCTOB Pa3IMYHOIO
npodmwis ¢ Lenbl0 NPOQMIAKTHKA W CBOCBPEMEHHOW KOPPEKLUH TSDKENBIX OCIOKHEHHH. Takum
o0pa3oMm, KIMHHYECKOe HaOmoJeHHe 3a OCOOEHHOCTAMH TeueHHMs cuHapoma nail-patella y pebenka
SIBJIAETCS BEChbMa aKTyaJIbHBIM.

Lenbto HacTosiei paboTHI ABISUICS aHAIN3 0COOEHHOCTE! TeueHus: cHHApoMa nail-patella y pebenka 4-x
JIET, IPUHLUIIOB JTUATHOCTHKH, OLIEHKU T'€HEaJOrHYecKOro aHaMHe3a.

Pe3ynbTathbl

[IpuBoUM KIMHUYECKOE HAOIIOCHUE CHHPOMA HOTTSA-HAKOJICHHUKA (CEMEHMHBIN CiTy4ail) ayTOCOMHO-
JIOMUHAHTHBINA TUI HACTICAOBAHUSI, MOJIEKYJISIPHO-T€HETUYECKU MOATBEPKACHHBIM (MTaTOreHHBIA BapUAHT
c.767C>A (p.Thr256Lys) B retepo3uroTHoM coctossHiU B TeHe LMX1B 5 5k30H y 1eBoUKH 4 JIeT.

Pebenox maxommics Ha oOcmemoBanuu W yedeHnd B CaHkT-IleTepOyprckoM rocyaapcTBEHHOM
OIO/DKETHOM YUPSXKACHUM 3ApaBooxpaHeHus «Jlerckas ropomckas OonpHHIIa Ne22». B ycioBmsax
CTallioHapa TPOBOJIWIOCH  KOMILICKCHOE KIIMHUKO-T1a00paTOpHOE  HUCCIICAOBaHUE,  OIICHKA
COMAaTHYECKOTr0, HEBPOJIOTUIECKOTO CTaTyCOB, AJIEKTpoHeHpoMuorpaduu, muorpaduu, peHTreHorpadun
JIOKTEBBIX M KOJICHHBIX CycTaBoB. [IpoBojmiach MOApoOHAs OIEHKA T'€HEaJIOrHYecKOro aHaMHEe3a C
BEISBJICHUEM O0COOCHHOCTEH TEUCHHS CHHAPOMA B KaXKJIOM KOHKPETHOM CIIy4ae.

JeBouka mocTynuia Ha OOCJEIOBaHUE W JIEUCHHE C Kalo0aMU Ha HEBO3MOXKHOCTh IOAHUMATHCS IO
JIECTHHIIE U CIIyCKaTbCsl, BCTACT TOJBKO M3 IIOJIOKEHMS CHJIS Ha IOy, UCIOJb3ys IpueMsl ['oBepca,
MBILICYHYIO c1ab0CTh HOT U PYK, MOTOPHYIO HEJIOBKOCTbH, 3aTPyIHEHHS MPU PUCOBAHHH, OTpPaHHYCHUE
pasrubanus B JIOKTAX C 2X CTOPOH C pOXIEHHsI OOJbILe ClIeBa, HE MpaBWibHAsA opMa MOCTaHOBKA CTOII,
Oosee BBIpakE€HO CIpaBa, XOIb0y C OBICTPHIM YTOMJIGHHEM Ha LIMPOKO PAcCTaBICHHBIC HOTH, 3aIlOpHl,
HETpaBUWIBHYIO POpPMY Uepera.

HacmencTBeHHOCTh OTATOINEHA TI0 JTUHUM MaTtepy (cTapiimii OpaT, TBOIOPOMHEBIN OpaT, HeaymiKa HMEIOT
MOATBEpXKAeHHYI0 MyTanuio ¢.767C>A (p.Thr256Lys) B retepo3urotHom cocrostanu B rene LMX1B. ¥V
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BCEX HOCHTENICH MyTallil OTMEYAIOTCS arula3usi HaJKOJICHHUKA, TUIOIUIa3Hs TOJOBOK JIOKTCBOH M
MJICYCBON KOCTEH CO CHMKCHHUEM MBIIICYHON CHJIBI B KOHCYHOCTSX PA3IMIHOM CTEIECHH BBIPAKECHHOCTH
(tabm. 1, puc. 1, puc. 2).

Puc. 1. Onuxonmucrurasusi, THIIOIUIa3WsS TOJIOBOK JIOKTEBBEIX KOCTeH y Opara aeBouku c.767C>A
(p-Thr256Lys) B rerepo3urotHom coctosinuu B reie LMX1B

Puc. 2. A — Onmxonucmnazusi, b, B — runoruiasus roloBoK JOKTEBBIX KOCTEH y JABOIOPOJHOTO Opara
JICBOYKM [0 MATEPHHCKOH JIMHWHM, TUIOIUIa3Hs TOJOBOK JIOKTEBBIX KOCTEH y Jena JEeBOYKH MO
MaTepuHCcKoil uHuM ¢.767C>A (p.Thr256Lys) B rerepo3urotrHom coctosinuu B reHe LMX1B

UzBecTHO, uTO AEeBoUYKa poxunack oT 6 6epemMeHHOCTH, 3 ponoB. Ponel myTem kecapeBa ceueHus Ha 42
Hezlene OepeMeHHOCTH, ¢ Maccod Tema 2440 rp., poctom 48 cm. [lepuHaranbHeii mepuon 6e3
ocobeHHocTel. MOTOpHOE pa3BUTHE MPOMCXOAMIO C 3a/epKoi. [onoBy crana mepxarthb ¢ 3,5 mecsa,
CaMOCTOSITETbHO cafuThes ¢ 11 Mecsies, xonp0a ¢ 1 roga 3,5 MecsIieB, He MPbITacT, X0150a 10 JISCTHUIIE
C TOAJIepXkKoi ¢ 2,5 net. JleBouka ¢ paHHEro BO3pacTa HabIoAanack y HEBpPOJIOra 0 MECTY JKUTEIbCTBA
C JAMarHo30M TMOCJEACTBUSl TEPUHATAIFHOTO MOPAXXEHHS TOJOBHOIO MO3ra B CBS3H C 3aJCPIKKON
MOTOPHOT'O Pa3BUTHUS, MBILIEYHOH THIIOTOHUEH, cabocThio. HeomHokpaTHO mpoxoauia o0cieoBaHuE U
JIeYCHNE B YCIOBHAX CTALOHApA C MOAO3PEHNEM HAa MHOXKECTBEHHBIC MOPOKH pa3Butus. Habmomanock
MEPUOJTUYECKUE TPaH3UTOpHbIE ToAbeMbl ypoBHS K®OK. [Ipu BbImONHEHWH 3ieKTpoMHOTrpaduu
JMUArHOCTHPOBATNCH MpU3Haku Muomatuu. B 2021 romy myTem mpsMoro cekBeHupoBaHus 1o CeHrepy
ObUT BBISBJIEH MaToreHHbId BapuaHT c.767C>A (p.Thr256Lys) B reTepo3uroTHOM COCTOSHUHM B T€HE
LMXI1B, Obi1 BBICTaBJICH AUarHo3 CUHApOM nhail-patella ¢ Muomatudeckum KomMmoHeHToM. [Tpu sTOoM
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HW3MEHEHHI CO CTOPOHBI MOYEBBIICIMTEIBHON CHCTEMBbI BBIABICHO HE ObLIO, OOIIMIA aHAIM3 MOYHM Ha
MPOTSHKEHUH BCETO MEepHoia HaOJI0IeHUI- 03 IIaTOJIOTHH.

Tabsuiia 1. BapnabeapbHOCTh KIMHUYECKHMX JaHHBIX IPU ceMerHo# dopme Oose3nn Ponra

Kinunnueckue JleBouka, Ponnoti Opar, Mars, Jenymka, | JIBoOpoaHbIN
MIPU3HAKU 4 ner 13 mer 41 rox 69 et Opar, 22 roga
1 n 2 mambLel 1 manpLe!
OHUXOUCTIIA3HS 1 manbIEr 006eUX pyK - +
00enx pyK obenx pyk
AIL1a3ust HaJIKOJIEHHUKA + + + + +
CrubarenpHas
KOHTpaKTypa C poxxaeHust C 14 ner C 14 ner C poxxneHust C 14 ner

JIOKTEBOI'O CyCTaBa

T'unomuasus ro10BOK
JIOKTEBOU U J1y4eBOU + + + + +
KOCTen
Hedponarus - - - - -

Cumxena 1o 3-x 6amwios B|{CHmxeHa 10 4-x| Hesnauurens- | Hesnaunrens- | Hesnaunrens-

pasrubarensx 0asIoB B Hasl oO1as Has o01mas Hasl o01as
Melnreunas cuia .
KOHEYHOCTEH, 10 4-X pasrubarensix c11a00CThb c11a00CThb ci1abocTh
0aJI0B B crudarensix KOHEYHOCTEN MBIIIILT MBIIIILT MBILLIL]
OTKpBITOYTOJIbHAS
raykoma
CKJIOHHOCTD K 3a1opam + + + + +

B comartudeckoMm craTyce oOpamiaiio Ha ceOs BHMMaHWE: HenpaBuibHas ¢dopma udeperna. Hapyiienue
JepMaroruGuUKy  JTagoHeld. YMepeHHas TremaroMeraivs. Ta3oBble (YHKIUH KOHTPOJHPOBaa,
OTMeYaJIach 3aJepiKKa CTya 10 4-X JHEH.

B HeBponormdeckoMm craTyce: TOXOJKa C MATOJOTMYECKON YCTAaHOBKOM CTON — HA HOCOYKax M
pa3BopoTOM TpaBoi CTONBI (pOTalMs HapyXy B Ta300eqpeHHOM cycTaBe). KOHTpaKTyphl JOKTEBBIX
cycTaBoB. U3 mososkeHus cuasg Ha IOJIy BCTAaeT, UCNONb3ys mpuemsl ['oBepca. Cuna MbIIII B HOrax
CHIDKEHa 110 3 0aJuIoB, XyKe IUCTalIbHO, 0OJIbIIe B pa3rudare/six 0ojiee BeIpakeHo crpaBa. OrpaHuYeHO
pasrnbaHue B JIOKTEBBIX CyCcTaBaX (KOHTPAKTypbl). Xoan0a Ha IMATKaX HEBO3MOXKHA. MOXKET XOIUTH,
ONUPASACh Ha MOJHYIO CTOIy IPaBUIIBHO, HO OBICTpO ycTaeT. IIpbDkku Ha 2-X HOrax 3aTpyIHEHBI, Ha 1
HOT€ HEBO3MOXHBI. Melikas MOTOpHKA pYyK HENOBKasg, cnabocTh pasrudareneil (1o 3 06amios).
Onuxoaucrpodus 1 nanbies. MpIIEYHBIA TOHYC 3HAYNTENFHO CHIYKEH aKLEHT JUCTAIBHO OOJblIe HOTH
S=D, I'ny6okue pednexcel S=D BBI3BIBaIOTCS pE3KO CHIKEHBI, HCTOIIAEMBI (puc. 3, 4).

Ha Y3MU koieHHBIX CyCTaBOB — XOCTPYKTYpa HAAKOJICHHUKOB HE OIPEAEIIIeTCs, IpH peHTreHorpaduu
KOJICHHBIX CYCTaBOB sJIpa OKOCTCHCHHS HAIKOJEHHUKA HE BU3YATU3UPYIOTCS; IICYEBBIX W JIOKTEBBIX
CYCTaBOB- TMIIOIJIA3Us TOJOBOK JIOKTEBOM M MJIEUE€BOM KOCTEH.

VY3U cepauma — mnpu3HakuW Kapauomuonatud. Y3UW OpromHOW TOJOCTH- YMEpPEHHbIE MPHU3HAKU
rematoMeranud. Y3U mouek — 0e3 MaTOJIOTMYECKMX H3MEHEHHWH, oOUMi aHaiu3 MOYd — HopMma. B
OMOXMMHUYECKOM aHaJH3€ KPOoBU oTMeuancs noabeM ypoBHs KOK B 2 paza. OHAOKpHHHON NATOIOTHH HE
BbIsIBJIEHO. [Ipy BBIMONHEHNH 3IIEKTpOHEHpoMuorpaguu CKOPOCTHBIE MOKA3aTeNU IO JBUTATEIbHBIM U
qyBCTBUTEIBHBIM BOJIOKHAM B ITPEAETax BO3pAacTHON HOpMEI. [Ipy BBIIOIIHEHNH 31eKTpOMHUOTpadun ObUT
BBISIBJICH MHOIIATUYECKUI MTaTTEPH.

Takum 00pa3oM, y A€BOYKH OBUIO JUArHOCTHPOBAHO PEAKOE TeHETHUECKoe 3a00jieBaHHE CHHAPOM nhail-
patella, cemeitnas gopma. 3aboneBaHne HACIEAOBAIOCH 110 JTUHUN MaTepu. Y POACTBEHHHKOB IEPBOH U
BTOPOH JIMHUHM CO CTOpPOHBI MaTepu oTMmedancs naedekr c.767C>A (p.Thr256Lys) B rerepo3uroTHoM
cocrossHur B reHe LMXI1B. Bce poacTBeHHUKH MPOXOAWIM JeTajlbHOE OOCIIECIOBAaHHE B CBSI3U C
HaJIMYUEM MYTAaHTHOTO TI'€Ha, IAaTOJOIMHM CO CTOPOHBI MOYE-BBIACIMTENBHOW CHCTEMBI BBISBIEHO HE
ObUIO, OTMEYAIMCh TOJBKO IPU3HAKU IATOJOTMM OIOPHO-ABUIATEIBHOrO allapara, He HapylLaroIlue
IIOBCEJHEBHYIO aKTUBHOCTD U HE BIIMSIOIINE HA KAUECTBO JKU3HHU.
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Puc .4. Ilatosnoruueckast yCTaHOBKa CTOI, OTCYTCTBUE HaIKOJIEHHUKOB Y I€BOUKU

MotopHoe pa3BUTHE Yy BCEX POACTBEHHHMKOB IPOMUCXOAMIO Oe3 ocobeHHocTel. OOHAKo, y IEBOYKU
3a00JIeBaHUE UMENO HAUOOJBIIYI0 MaHH(ECTHOCTb, B CBA3M C ACCOLHMHUPOBAHUEM €r0 C CHUHIPOMOM
IuQQy3HOl MBIIIEYHOH cnabocTH, pa3BUTHEM KOHTPAKTYyp, 3alepKKoi (HOpPMHPOBAaHUS MOTOPHBIX
HaBBIKOB. Ba)kHO OTMETHTH, YTO MAMEHTHI, HMEIOIINE JaHHBII CHHIPOM HYXXIAIOTCS B JHHAMUYECKOM
HaOJIIOZEHNH Bpada HE(pOJora, ¢ PEeryaspHOl OLEHKOH COCTOSHHS TOYEK, BBISBICHUS BO3MOKHOI
HPOTEHHYPHUH, TIOYEYHON apTepHaIbHON rumepTeH3nu. 110 JaHHBIM JIUTEpaTyphl, UMEIOTCS JaHHBIE, YTO
MPOTEHHYPHSI MOXKET AeOIOTHpOBaTH B Ooyiee MO3IHEM, KakK MPaBUIIO, IOHOIIECKOM Bo3pacTe. BaxHo
JUHaMHU4YecKoe HaOmoaeHne o(hTaabpMoJI0ra ¢ JUHAMHUYECKOW OLICHKON BHYTPUTIIa3HOTO JaBJICHHS.

O6GcyxaeHne ceMemHOro KrnmHM4YeCcKoro cnydas

[NaTo¢uznonoruyeckoii 0CHOBOM HaHHOTO 3a00eBanus sBiseTcst 6eaok LMX1B, koTopblii ydacTByeT B
MIPaBUIBHOM 5MOPHOJOTMYECKOM pPa3BUTHH. 3a MPAaBUJIbHOE pPAa3BUTHE POTOBUIBI, TIyOMHY NepenHen
KaMepsbl I71a3a, TOYHYI0 MUTPALMIO MOTOPHBIX aKCOHOB, CTPOCHHE MOAOIMTOB (Oe3 mieneBsIX auadparm)
u riaoMepyn (6e3 SHAOTeNuanbHBIX TNeHeTparnwii) orBewaer LMXIB [8]. OTum MOXHO OOBSICHHUTH
pa3BUTHE MHOXXECTBEHHBIX AHOMAIMH NPH AaHHOM cHHApoMme. [lo-BUIMMOMY, MMEHHO IHUCQYHKIHS
JaHHOTO OeJKa IMPHUBOAUT K HENpaBWIBLHOH SMOPHOHAIBHON 3akiafke M JajJbHEUIIEeMy pPa3BHTHIO
MOTOpPHBIX HEWPOHOB U, Kak CJCACTBHE, NOSBICHUIO BBIPAKEHHBIX KIMHUYECKUX MPOSBICHUN
TUMOTOHHUHM, 3aJep)KKe MOTOPHOTO pa3BUTHS, MOTOPHOW HEJIOBKOCTH, HApYyLICHUIO TOHKHX
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TG PepeHIINPOBAHHBIX JIBUTATENBHBIX aKTOB, YyBCTBUTCIBHBIMH W JBUTATCIHHBIMH HAPYIICHHSIMH
PasITUIHON CTENeH! BhIpakeHHOCTH [13].

B wuHOCTpaHHOH nuTEepaType MMEIOTCS CIUHUYHBIC HAOMIOACHHUS COYCTAHHS JaHHOTO 3a00JICBAaHUS C
renaronaTuel, paHHUM pa3BUTHEM TSDKEIIOW CEplIeYHON HemocTaTouyHOCTH audPy3HON MBIIIeYHON
cnaboctu. Ufuk 6. Mete et al. (1992) paccMmarpuBaioT naHHOE 3a00JeBaHUE KaK CHCTEMHOE C
HapymeHneM oOMeHa BemecTs [14].

Takum 00pa3om, B HallleM KJIMHMYSCKOM HAOJIOACHHHM CEMEMHOTO Ciiydas ayTOCOMHO-IOMHUHAHTHOIO
3a0oneBanus 0one3Hn DoHra HanbobIIast MAaHU()ECTHOCTh KIMHUYECKUX MPOSBICHUA ObliIa BBISBIICHA Y
JIeBoukHn 4-Xx neT. B maHHOM ciydae 1enecoo0pa3HO PEKOMEHJIOBATh JMHAMUYECKOE HAOJIOJCHUE Y
HEBposora, OQTalbMOJIOTa, Kapauojiora, OpTomnena, Hedposora, mneauarpa Ui NPOQHIaKTUKA
BO3HUKHOBCHHMSI W MPOTPECCHPOBAHUSA TOKEIBIX MYJIBTHCUCTEMHBIX OCIOKHCHMH. JMHAMUYECKUH
koHTpois K@K, JIAI, ACT, AJIT, exeromnas »diaeKkTpoMuorpadus, oOmmMiA aHaaIu3 MOYH.
PexoMeH0BaHa OMOTICHS MBIIIII] C ITOCASAYIOIIMM TMCTOJIOTHYCCKUM HCCIICIOBAHUEM.

3aknroyeHue

IIpencraBieHHBI HAME KIMHHYECKUH CiTydait UMeeT OOJIBIIIOe 3HAUYCHHUE TSI CIICITUAIIICTOB Pa3IMIHOTO
npoduiasl, Tak KaKk OIWCAaHO pEIKOe COYeTaHWe OPTOIMEAMYECKON IMaTONOTHH C CHCTEMHBIMU
MPOSBICHUSIMH, Pa3BUTHEM MHUOIIATUIECKOTO CHHIPOMA.

ITanmentsl ¢ cuHApoMoM nail-patella UMEIOT MHOXXECTBEHHBIE OTKIOHEHHUSI OT HOPMBI, YTO MOXET
3aTPyIHATh TIOHUMAHUE STHOJOTHH PAa3UYHBIX KIMHHYSCKUX TPOSIBICHUN wux cocrostaus. [lo-
BUJMUMOMY, JUTsl HAUOOJBIIICH PE3yIbTATUBHOCTH MPOBOAMMEBIX PEaOUIUTAIIMOHHBIX MEPOIIPUITUH BaXKHO
HCITOJIB30BaTh MYJIbTUIUCITUIUTMHAPHEIN Toax0/1. O05M3aTenbHO TODKHO PEKOMEHIOBATHCS TEHETHIECKOE
KOHCYJIbTHPOBAHUE BCEM IMAIMCHTaM C MMOAO3PCHUEM Ha JTAHHBIM CHHIPOM, BaXKCH CKPUHUHT CEPhE3HBIX
OoCJIOKHEHUH. B anroputM 00cienoBaHus MAMEHTOB C MOATBEPKIACHHBIM JUATHO30M IOJKHBI OBITH
BKIIFOUEHBI OCMOTpP HEBpoJiora, odrTanpmornora, KapAuoiora, opromena, Hedpoiora, Teauarpa, ¢
BEITIOTHEHUEM Y 3U modek, OpIOIIHOM MOJIOCTH, Cep/lla, TMHAMHYECKOE BBIMOIHEHHUE OMOXUMUYESCKOTO
aHaJM3a KPOBH, OOIIETr0 aHAIM3a MOYH.
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