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®denepanbHble KIMHUYECKUE PEKOMEHAAIMHY 110 TUArHOCTUKE U JICUEHUIO CUHIpoMa KopHenuu e
JlaHTe

ABTOPCKHI KOJIEKTUB:

Hazapenxo JLII., mpodeccop ®I'BHY «HUU meaunmuckon reHeTUKU», TOMCK;

Knunnueckue pexomennanuu paccMorpensl Ha VII cpe3ne Poccuiickoro obmiectsa
MeAUIMHCKUX reHeTUKoB B CaHkT IletepOypre (19-23 mas 2015 1.) 1 yTBEepKI€HBI
npencenarenem POMI, akanemukom PAH E.K. ['maTepom.

Knunnueckue pekoMeH1aluy pacCMOTPEHBI Ha 3aceaHuM TPO(PUIbHON KOMUCCUU
Munuctepcrsa 3apaBooxpaneHus Poccuiickoit denepannu no MeauuHckoi reaetuke 20 mas
2014 r. u yTBEp:K/I€HbI ITIABHBIM BHEIITATHBIM CIIELUAINCTOM 110 MEAULIMHCKON T€HETUKE
Mumnznpasa Poccun C.U.Ky1eBbim.



OI'JTABJIEHUE

No Paznenbt Crp.
n/n
1. Merononorus 4
2. Onpenenenue 5
3. PacnipocTpaneHHOCTH 5
4 JlnarHocTuueckrue KpuTepuu 3)
5 OTHOJI0rHUsA, MATOreHe3 U F'eHeTUKa 12
6. JlnarHocTUYeCcKoe TECTUPOBAHUE 13
7. Juddepennmanbaas TMarHoCTHKA 13
8. IIposiBiIeHUs M KIMHUYECKOE BEJIEHUE CHHIPOMA 15
9. | OcoGeHHOCTH POCTa U MUTAHUS 15
O11eHKa COCTOSIHUSL POCTA U IUTAHHUS 15
Jleuenune 15
10. | OcobeHHOCTH pa3BUTHS U TIOBEICHHS 16
OrneHka 0COOCHHOCTEH pa3BUTHS U TIOBEIICHUS 17
Jleuenue 17
11. | 3sMeHeHue HEBPOJIIOTHYECKOW CHCTEMBbI 18
Or1eHKa COCTOSTHUSI HEBPOJIOTHYECKON CUCTEMBI 18
Jleuenue 19
12. | OcobeHnHocTH JIMIa U Yeperna, HaOJI0JaeMbIe IPH CHHAPOME 19
O11eHKa COCTOSIHUSI POTOBOM MOJIOCTH 20
Jleuenue 20
13. | Odranpmonoruyeckre N3MEHEHHS IPU CHHIPOME 20
OcmoTp odranbmonora 20
Jleuenue 21
14. | V3MeHeHus co CTOPOHBI YIIeH U ciIyXa 21
Or11eHKa COCTOSTHUS CITyXa 21
Jleuenne 22
15. | 3meHeHus CKeeTHON M MBIIIIEYHOU CUCTEM 22
Or1reHKa N3MEHEHHI CKEJIETHOW U MBITIICUHON CUCTEM 23
Jleuenne 23
16. | OcoOeHHOCTH JKEeTYyI0YHO KHIIEYHOTO TPAKTA 23
O1neHKa COCTOSTHUSA KETYI0YHO KUIIIEYHOTO TPaKTa 24
Jleuenne 24
17. | V3meHeHwne cepiedHO COCYANCTON CHCTEMBI 25
O1neHKa COCTOSIHUS CePACYHO COCYIUCTON CUCTEMBI 25
Jleuenue 25
18. | OcobeHHOCTH MOYETIOIOBOI CHCTEMBI 26
O11eHKa COCTOSIHUS MOYEIOIOBONH CUCTEMBI 26
Jleuenne 26
19. | OcobeHHOCTH COCTOSTHUSI CHCTEMBI KPOBETBOPEHUS 27
OneHKa COCTOSIHUS CHCTEMBI KPOBETBOPEHUS 27
Jleuenne 27
20. | OcoOeHHOCTH KOKHBIX H3MEHEHUH MTPH CUHIIPOME 27
Jleuenne 27

METOAOJIOTUA




MeTo1b1, KCTIOJIb30BaHHBIE ISt cOOpa/CeNeKINN T0Ka3aTenbCTB. KilmHuueckne MeTognyecKue
peKoMeHanuu coctaBiieHbl Ha ocHOBe Metonosiorun SIGN (Scottish Intercollegiate Guideline
Network; URL: http://www.sign.ac.uk). JlokazarensHoil 0a30ii is pEeKOMEHAANUN SIBIISIOTCS
nyonukaruu, Bomemmue B MEDLINE, EMBASE, ORPHANET, nmaunsix OMIM. beutn
UCTIOJIb30BaHBI UHTEPHET JIaHHBIE, NPEICTaBIICHHBIC Ha MEXTyHAPOTHBIX

(http://newenglandconsortium.org;http://www.cdlsusa.org/growthcharts.shtml) u HanmonanbHBIX

caiiTax o0ImecTB peakux 00JIe3HEH 1 OOIMIECTBEHHBIX Opranu3anuid. [ myOuHa moucka coctaBuia
¢ 1995 mo 2014 rr. MeToapl, HCIIOIL30BaHHbIE IS OLIEHKHM KayecTBa M CHIbI TOKA3aTEJIbCTB.
OneHka 3HaUMMOCTH B COOTBETCTBHH C PEUTHHTOBOM CXEMOIl AJIsl OLICHKU CHJIBI PEKOMEHJaIlHil:
KaueCTBEHHO TIPOBEJICHHBIC METa-aHAJIM3bl, CUCTEMAaTHYECKHE WJIM PAHIOMU3UPOBAHHBIC
KOHTPOJIUPYEMbI€  HCCIEOBaHUSI C  HU3KUM  PUCKOM  CHCTEMAaTHYECKUX  OIIMOOK;
BBICOKOKAUECTBEHHbIE CHCTEMaTH4ecKre O0030pbhl HCCIEAOBAaHUN  CIy4ail-KOHTPOJIb MU
KOTOPTHBIX MCCIIEI0BAaHUI; BEICOKOKAYECTBEHHBIE 0030PhI UCCIEI0BAHUHN CITy4aii-KOHTPOJIb WK
KOTOPTHBIX HCCJICIOBAHUH C OYCHb HHU3KUM PHCKOM J((EKTOB CMEIIMBAHHS WU
CUCTEMATUYECKUX OIIMOOK U CpedHEed BEpOATHOCTbIO IMPUUYMHHOM B3aUMOCBS3H. YPOBEHb
JoKazaTtelbHOCTH 2++ - 1+. Cuma pekoMeHaanuii oreHuBanzack 1mo Okcdopackoi mkane. Js
OIICHKM KayecTBa, CUJIbl JIOKA3aTelIbCTB M (OPMYITUPOBAHUS PEKOMEHAALMN HCIOJIb30BAJICs
KOHCeHCyc dkcnepToB. MuaukaTtopsl noOpokadectBeHHOM mnpakTuku (Good Practice Points,
GPPs) 6a3upoBanyich Ha KIMHUYECKOM OIBITE paboueil rpynmsl o pa3paboTKe peKOMEHAALNM.
DOKOHOMHUYECKHI aHanmu3 W MyOonukanuu 1o (apMaKOdKOHOMHKE HE aHATU3HPOBAIUCH.
Banuauzamus pexkomenaaiuii 6a3upoBaiack Ha BHyTpEHHEH dKCTepTHOM olieHke. KommeHTapuw,
MOJIYYEHHBIE OT HKCIEPTOB, CUCTEMATU3UPOBATIUCH U OOCYKIAIMCh MpeceaaTeNieM U YieHaMu
paboueii rpynmbl. [IpoekT pekoMenaaiuii ObUT pelieH3UPOBaH HE3aBUCUMBIMU dKcTiepTamu. S5 s
OKOHYATENIbHON peJakluMd W  KOHTPOJS KadyecTBa PEKOMEHAAllMd OBUIM  TOBTOPHO
MPOPELICH3UPOBAHBI YWIEHAMHU paboueil rpyMIbl, KOTOPBIE MPUIILTH K BBOJTY, YTO BCE 3aMEYaHUs U
KOMMEHTApUU TIPUHATHI BO BHUMAaHWE, PHUCK CHUCTEMAaTHYECKUX OIMMOOK TIpH pa3paboTke
pEeKOMEHJaIMi CcBeeH K MuHUMyMy. Cujga peKOMEHIAIlMH, YPOBHU JOKAa3aTeIbHOCTH U
WHAUKATOPBl OOPOKAUYEeCTBEHHOW TMPAKTUKH TPUBOASATCS TIO XOIy H3JO0XKEHHUS TEKCTa

PEKOMEHJALIH.

OINNPEJAEJIEHHUE


http://newenglandconsortium.org/

Cunapom Kopaenunu nie JIanre npeacTaBisieT co00il CHHAPOM MTOPOKOB Pa3BUTHS,
XapaKTEPUBYIOIIUICS 3a/I€PKKOM IICUXUYECKOTO PAa3BUTHUSI, HU3KUM POCTOM, AaHOMAJIHSIMH
KOHEYHOCTEH U OTIMYUTEIbHBIMUA YePEITHO-TUIEBBIMU TTPH3HAKaMu. JMarHo3 cTaBUTCs
KIIMHUYECKH Ha OCHOBE UCTOPHH 00Jie3HH U 0cMOTpa. CHHIPOM SBISETCS T€HETHYECKH
TeTEPOreHHBIM, ONIPEACIICHBI TpH pa3inuHbiX 0ose3HeTBOpHBIX reHa: NIPBL, SMCIA u SMC3.
MyTranuu B KakoM-1u60 13 3Tux renoB (damie Bcero NIPBL) moryT 6b1Th 0OHapyKeHBI
IPUMEPHO B MTOJIOBHHE CITy4aeB C YCTAHOBICHHBIM KIIMHUYECKUM uarno3oM. CuHApOM
Kopuenuu ne Jlanre nmeeT mUpoKuid CIIEKTp TsHKECTH. B Hanbosee TSHKENBIX Ciiydasx y AeTei
Ha0JII0/1aeTCs 3aMETHOE OTCTaBaHUE B POCTE, BPOXKIAEHHAs TuadparMaibHas rpblka U / Win
CHJIBHOE YKOPOYECHHE KOHEYHOCTEH, a TaKXkKe III00aNbHbIe KOTHUTHBHBIC HAPYIICHHUS CO CIIA0bIM
pa3BUTHEM WM OTCYTCTBUEM peun. [larenTsl ¢ IErkol CTeneHbIo 3a00IeBaHus MOTYT HE
UMETh CEphEIHBIX MTOPOKOB PAa3BUTHS, UX YPOBEHb HHTEIIEKTA OJU30K K HOPME, OHU CIIOCOOHBI

K CaMOCTOATENbHOM KU3HU U JACTOPOKICHUIO.
KOJI io MKB-10 Q 87.1; OMIM 122470
PACIIPOCTPAHEHHOCTbD

OnyOnuKoBaHHbIE IOKa3aTeIM YacTOThl BCTpedyaeMocTd cuHapoMa Kopuenuu ne Jlanre
BapbupytoT oT 1 Ha 10 000 1o 1 va 200 000 >xuBopoxaenHbIx (Beck, 1976; Opitz, 1985; Barisic
¢ coaBT., 2008). IlonHOE BBIABIIEHUE BCEX M3BECTHBIX cilydyaeB cuHjpoMa Kopuenuu ne Jlanre B
Januu B Teuenue 5 et nmokasano yactoTy Bctpeuaemoctu B 1 Ha 50 000 (Beck u Fenger, 1985);
coryiacHo 0a3e maHHbIX EBponeiickoro cetn Hag3opa 3a BpOXKAEHHBIMU aHOMAIUSIMH Pa3BUTHS,
pacnpocTpaH€HHOCTh Oonee Tspkénoro Qenoruna coctaBuna 1 Ha 81 000 HOBOPOXKIEHHBIX
(Barisic ¢ coast., 2008). HeonyOnukoBaHHOE Hcciiel0BaHUE BCEro (PEHOTUIMYECKOTO CIIEKTpa
CHHIIpOMa Ha ceBepe AHTIIMHU T0Ka3ajio, YTO YacTOTa BCTpeUaeMOCTH cuHapoma KopHenmuu me

Jlanre cocraBisger 1 Ha 37 000.
JUATHOCTHYECKHUE KPUTEPUH

Jlnarno3 cTaBUTCS Ha OCHOBE KJIIMHUYECKUX IMPOSIBICHUN, XOTS OOHApyXeHHE MaTOreHHOU
MyTallil B OAHOM M3 TPEX M3BECTHBIX ACCOLMMPOBAHHBIX T'€HOB IOJIE3HO JJISl NOATBEPKIACHUS
KJIMHUYECKOTO JuarHo3a. THUMUYHBIE YepThl JIMIA SBJSIOTCS Haubojee IMUPOKO MPUHATHIM
KpUTEpUEM I TMOCTaHOBKH nuarHo3a cuHapoma Kopuemwu ne Jlanre (Puc. 1). UepTsr numa
HACTOJIbKO OTIMYUTEIbHBI, YTO OHM, KaK MPaBHJIO, MEPEKPHIBAIOT MPU3HAKU, KOTOPbIE OOBIYHO
CBA3aHbl C TEHETUYECKOM M DOTHHUYECKOM IIPUHAJUICKHOCTBIO HWHIUBHIA. Y IOPaXKEHHBIX

WH/IMBUIOB Ha0oqaeTcs MUKpoOpaxuiedanus ¢ KOpOTKOi 1meeil 1 HU3KOM IMHUEeH pocTta BOJIoC,



KaK crepeau, Tak W c3aau. bpoBu akkypaTHble, BBITHYTBIE, CpallleHHbIE; I'yCThle OpOBU HeE
xapaktepHsl. [Tocanka riia3 o0I9HO HOpMajbHA, HO MHOT/Ia MOXKET OBITh 3aHMKEHHOU. PecHUIIBI
3a4acTyIO JUIMHHBIC, TMBIIIHBIE U 3aBUThIC. YacToO BCTpeyaeTcsi MTO3 BEPXHUX BEK, U Y MHOTHX
MOpPaXEHHBIX - CBA3AHHBIA C ATUM KOMIIEHCATOPHBIM HAKJIOH TOJIOBBI Ha3all. YIIU MOTYT OBITh
PacCIONIOkKEHbI HOPMAJIBHO WJIM OTKJIOHEHBI K33/l M HU3KO MOCAXKEHBI. YIIIHAs PAKOBHUHA MOXET
OBITH YTOJIIEHA M Ka3aThCs KPYIHOM MO OTHONICHWIO K Jnny. [Ipw poxaeHuu mepeHocuiia
0OBIYHO IIMPOKAS U 3alaBiiias, HO3ApU BeIBEpHYTHI. C BO3pacToM, CIUHKA HOCA CTAHOBUTCS OoJiee
3aMETHOM, a HO3JIpH CTAaHOBATCS MEHEee BBIBEpPHYTHIMU. DPUILTP OOBIYHO JJTUHHBINA, INIAJKANA U
BbIcTynaronuii. ['yosl 00bIYHO TOHKHE, B HEKOTOPBIX CIIy4asiX UMEIOT HEOOIbIIIYIO [IEHTPAIbHYIO
V-00pa3Hyro BeIeMKY Kaiimbl Ty0. PoT HeGonbmol, B popme morymecsna ¢ 00panéHHbIMA BHU3
yrnamu. HmkHsIS 9emocTh OOBIYHO YMEHBIICHA W HEMPONOPIMOHATIbHA JIUIYy, HEKOTOPHIC
00JbHBIE MOTYT UMETh CEpbE3HYI0 MUKporHaTuio. HEGO 3auacTyro BBICOKOE, B 3HAUYUTEIHHOM
MEHBIIIMHCTBE CIIY4aeB, PACIICIUICHO WM CPOCIOCh HE MOJHOCTHIO. 3yObl MOTYT OBITH HIMPOKO
paccTaBIICHbI WK OTCYTCTBOBaTh. HalOpOBHBIC M CKYJIOBBIC IyTH pa3BHUTHI ciia0o. Ha pucynkax

1 1 2 moka3aHbl NAIIUCHTHI C PA3IMYHON TSHKECTHIO JIMIIEBOTO (DEHOTHUIIA.

Pucynoxk 1 YepTsl nuua AByX MalMEHTOB C KJIACCHUYECKUMH MPOSBICHUSIMH CHHApPOMA
Kopnenuu ae Jlanre. O0paTtuTe BHUMaHHE Ha aKKypaTHBIE, CIOBHO HApUCOBAaHHBIC, BHITHYTHIE
OpoBH, TMHHBIE, TYCThIE PECHUIIBI, 3aMaBIIYIO TIEPEHOCHILY, BBIBEPHYTbHIE HO3JPH, JTMHHBII

MIaIKui QUIBTP U TOHKYIO KaitMy ry0.



Pucynok 2 YepTsl 1una 1ByX NallMEHTOB C MATKUMHU IIPOsIBIEHUSAMU cuHapoma Kopuenuun
ne Jlanre. Heo6xoauMo oOpaTuTh BHHUMAaHUE HAa HAIW4YME AKKYpaTHBIX, BBITHYTBIX OpoBeH,

3araBlIel IepeHOCHULIbl, IIAJKOCTh GUIBTPA U TOHKYIO KaliMy I'y0.

Poct, pa3BuTHe, W TOBENEHUE SBISIOTCA «OOJBIIMMH» KPUTEPUSIMH JJISi MOCTAHOBKH
muaraoza. OOBIYHO BCe TMapaMeTpbl pPOCTa HAXOMATCA HIDKE TSATOW TPONCHTHIISA IS
COOTBETCTBYIOIIETO BO3pPacTa, C OKPYXHOCTHIO TOJIOBBI HIDKE BTOPOTO MPOICHTHIS IS
COOTBETCTBYIOIIIETO BO3PACTa, XOTS BCTPEUYAOTCS WHIAWBHUJIBI, TAPAMETPHI KOTOPBIX HAXOSATCS B
nmpenenax HOpPMBI. PacmpocTpaHeHbl TSKENbIe 3aJepKKU WM OTKJIOHEHUS B YMCTBEHHOM
pa3BUTHU; OJIHAKO, €CTh WHAMBH/BI, UMEIOIINE HOPMAIbHBIN MHTEIEKT, HO C ONpeAenEéHHbIMU
TPYIOHOCTAMHU B 00y4ueHUH. [IpoOIeMbl B TOBEICHUH SBISIOTCS BEChbMa XapaKTEPHBIMH U MOTYT
KoJIe0aTbCsl OT TSDKENOM ayToarpeccMu, arpecchyl, W TPOSIBICHUH ayTu3Ma J0 KpaiHeil
3aCTEHYMBOCTH M OOCECCHMBHO-KOMIYJIbCUBHBIX TEHACHIMNA. XapakTepHas KapTHHA IMOPOKOB
Pa3BUTHUS W/WIM TPU3HAKOB NUCMOP(HUM AUCTATBHBIX OTIEIOB BEPXHHX KOHEYHOCTEH TaKke
SIBJIIETCS] OYCHB TIOJIC3HOM /IS TOCTAaHOBKY JTIMArH03a. BoJIbIre maibIlbl pyK ¥ HOT OTHOCHTEIHHO
HEOOJBbIIME W Pa3MEIICHbl IMPOKCUMAIBHO, TPUCYTCTBYET OJHA JIAJOHHAs CKIaJKa |
OpaxuKIMHOAAKTIIHS. [Ipy peHTreHONIOrMYeCKOM HCCIEAOBAHUN TMOJIE3HBIM JHUATHOCTUYECKUM
MPU3HAKOM SIBJISIETCS KOPOTKasl TMepBasi MACTHAST KOCTh MPU OTHOCUTENBHO JUTMHHBIX TPEThEel U
4eTBEPTOM MACTHBIX KOCTSX B MPUCYTCTBUU OKPYTJICHHUS U MOJABBIBHXA TOJIOBKU JIYI€BOH KOCTH
(Peeters, 1975).

Ha ocHoBe mpoduist mscTHO-(aTaHrOBBIX CyCTaBOB Oblila pa3paboTaHa pa3rpaHHYUTENbHAS
mkana (Halal, Preus, 1979). ®okomenus ¥ OJUTONAKTUIIHS BCTPEUAIOTCS PEXKE, HO UX HAINYHE

OUEHb XapakTepHO. Jpyrumu pacnpoCTpaHEHHBIMU OCOOCHHOCTSIMH OIOPHO-ABUTATEIHHOTO
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armapara sBJISIFOTCSI OTPAaHMYCHHOE pa3ru0aHue JIOKTEH, BOPOHKOOOpa3Has nedopmariys rpy1Hon
KJIeTKH (Pectus excavatum), BeiBuX Oejipa, ¥ YaCTHYHAsi CHHIAKTHIINS 2 ¥ 3 MasblieB HOru. Moxer
pasBUTHCS OYpPCUT OOJIBIIOTO Majblia CTOIBI, CKOINO3 WM JUCIUIAa3Hs Ta300€APEHHOT0 CyCTaBa.

[Tone3nble «Majble» ITUArHOCTUYECKHE KPUTEPUHM BKJIIOYAIOT TPOSIBICHUS CO CTOPOHBI
HEPBHOW U JPYTUX KPYIHBIX CUCTEM Tejla. B 3TOM crucke HapylieHUs 3peHusi, MoTeps ciyxa,
CYZIOpOTH, TeHEepaJM30BaHHbI TUIIEPTPUX03 U MpaMopHas koxka (Cutis marmorata). B apyrux
cUCTeMaxX NPOSBIAIOTCS MOPOKU PA3BUTHUS JKEIYNOYHO-KHIIEYHOTO TpPaKTa, IuadparmaibHas
rpbDKa, paciieauHa HEOa U MOYEIOJIOBbIe aHOMAJIUH, a TAK)KE YaCTO BCTPEYAEMBIN JKeTyJ0UHO-
NUIIEBOAHBIA peduitokc. J[as mocTtaHOBKM JAuarHo3a 0e3 MOJIOKHUTEIBHOTO pe3ylibTaTa
MOJIEKYJISIPHOTO TECTUPOBAHUS JOCTATOYHO CHEIM(PUUECKUX YePT JIMIAa B COBOKYITHOCTH C JABYMSI
KPYITHBIMH CHCTEMHBIMH KPHUTEPHSIMH WM OAHUM KPYIMHBIM W JBYMs WM Oojiee MallbIMH
CUCTEeMHBIMU KpUTEpUAMHU. MOJEKYIIpHOEe TECTUPOBAaHUE, KaK IMPAaBWIO, HCIOJIB3YETCA IMPHU
TUArHOCTHYECKUX JUJIEeMMaxX WM B ciy4yae MpPEHATalbHOM [UArHOCTHKU M JPYTHX Iesen
FEHETUYECKOTO KOHCYIbTUPOBAHMUSI.

B ny6nukammu (Kline ¢ coasr., 2007b) Obutn onrcaHbl 00IIME TUArHOCTUYECKUE KPUTEPHH,

KOTOpBIE MTPUBEICHBI B Tabmnue 1.

Tabmuua 1 Jlnarnocruueckue kputepun cunapoma Kopuenuu ne Jlanre

Jluacno3z mpedyem 00n020 u3 cnedyoujux Kpumepues:

Omnpenenenne 6one3neTBopHbIX MyTanuii NIPBL, SMCIA wim SMC3 metonom ananmsa

MyTaLui
unu

CooTBeTCTBHE KpUTCPpUsAM ocoOeHHOCTEH Jiana u COOTBETCTBUEC KPUTCPHUAM IBYX KaTel"OpI/Iﬁ -

pocCTa, pa3sBUTUA UM TIOBCACHU A
uiau

CooTBeTcTBHE KpUTEPHUSIM 0COOEHHOCTEH JIMIIA ¢ COOTBETCTBUE KPUTEPUSM TPEX APYTHX
KaTeropui, BKJIOYasi OAHY U3 KaTErOpHil UIsl pocTa, pa3BUTHS WM IIOBEJIEHUS, U IBE U3

JIPYrUX KaTeropun
Kpumepuu ocobennocmeii nuya

Cpocmmecss OpoBu (apoyHble, TOHKHE OpOBHM) M, MO KpaiiHeil Mepe, TpH MNpH3HAKA W3

[ (0% 0)11170'¢




JIMMHHBIE PECHULIBI
JIMMHHBIN, BRICTYAOIINN QUIBTP
[IIupoxkas unm 3amnasiiasi IEpeHOCULA
Maublii ui KBaJpaTHBIN MOI00POA0K
Toukas kaiima ry0, onyIieHHbIe BHU3 YTOJIKHU T'y0
Bricokoe HEOO
[Iupoko paccraBiaeHHbIE 3yObI HIIM OJUTOJOHTHUS
Pocm
[To kpaitnel Mepe, 1Ba NpU3HAKA U3 CIEAYIOIIUX:
Bec Huke 5 nmpoueHTHIIA 1711 COOTBETCTBYIOILIETO BO3pacTa
Poct/ nnuHa Tena HKe 5 TPOIEHTIIIS JUISi COOTBETCTBYIOIIETO BO3pacTa
OKpy>XHOCTb T'OJIOBBI HUKE 5 TIPOLICHTHIIS JIJIs1 COOTBETCTBYIOIIETO BO3pacTa
Pazeumue
3azepKKa pa3BUTHUS UM YMCTBEHHAs! OTCTAJIOCTh
unu
TpynHocTu B 00y4ueHHH
Iloseoenue
[To kpaitHel Mepe, 1Ba U3 CIEAYIOLINX:
Hapymenne BHUMaHUS & TUTIEPAKTUBHOCTH
[Ipu3Haku 06cecCMBHO-KOMMYIBLCUBHOTO PACCTPOMCTBA
TpeBOXKHOCTH
[TocTrosinHOE OyXk/1aHue

Arpeccust




Aytoarpeccus
ITpu3naku aytuzma
Ckenemmno-mvluieunas cucmema
PenykumonHble ne(eKThl UM OTCYTCTBHE MPEATIeUnit
unu

Manenbkue pyku W/uin cTynHU (< 310 MPOLEHTHIIA) WIM OJIMTOJAKTUINS u 2 uiu 6onee

BTOPUYHBIX KPUTEPHS
uiu
Hu o U3 3THX, HO >3 BTOPUUYHBIX KPUTEPUEB
Bropuunsie kputepun
Knunonaktunus Sro najibiia
AHOMaIbHas JTaJJOHHAs CKJIaJKa
CwMmenieHue / aHoMalluy TOJIOBKH JTy4€BOM KOCTH
[Tepepasrubanue JIOKTs

VYkopouenue 1-i MSACTHONH KOCTHU / MPOKCUMAbHOE pacHojoKeHue OOJIbLIOro Maiblia

KHCTH
BypcuTt 60mb1110T0 Masbiia CTOMbI
YacTuuHasi CHHAAKTUIINS 2T0 U 3T0 MaJbleB
Ckonmno3
Boponkoobpasuast nedopmanus rpyaHoi kietku (Pectus excavatum)
BriBux wnu aucnnazus 6enpa
Hepenas cucmema / kosrca
>3 U3 cneayomX:

IITo3
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AHOMaHMH CIE3HOTO MPOTOKa UK Osedaput
bmzopykocTs >-6.00
KpynHbie nopoku ri1a3 wiv nepunanuuisipHas IUTMEHTalus
I'myxora nnum noreps ciayxa
Cynoporu
MpamopHnast koxa (Cutis marmorata)
['enepanu3oBaHHbIN TUPCYTU3M
MaJieHbKUE COCKH W/WIJTH TTYTIOK

Lpyeue ocnosnvie cucmemol

> 3 U3 CIeAyIOIIMX

KenynouHo-KUIIEUHbIE TOPOKH UM MaJbPOTaLIUs
HuadparmanbHas rppbKa
KenynouHo-UIIeBOIHBINA pedIIIOKC
Bomubs macTh uiM pacuienuia nocau3ucTon HEba
Bpoxaénnslii mopok cepana
Muxkpornenuc
T'unocnagmus
Kpunropxuzm

HOpOKI/I Pa3BUTHA IMOYCK UJIWM MOYCBBIBOJAIINX HYTefI

ITUOJIOI'UA, TATOI'EHE3 u 'TEHETHUKA

[Tpu cunapome Kopuenuu ae Jlanre naroreHHsle MyTaluu ObLUTH OOHAPYXKEHBI B TPEX T€HAX:

NZPBL (5p13.2) (Krantz ¢ coast., 2004; Tonkin ¢ coasrt., 2004), SMC1A (Xp11.22) (Musio c
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coasT., 2006; Borck ¢ coast., 2007; Deardorff ¢ coasrt., 2007), u SMC3 (10g25) (Deardorff ¢
coaBT., 2007). benku, Komupyemble STUMH T'€HAaMH, BOBJECUEHBbl B (YHKIMOHHPOBAHUE
KOT'€3MHOBOI'0 KOMILIEKCA, HAPYIIICHHE KOTOPOTO SIBJISICTCS MOJICKYJISPHOW OCHOBOW CHHIpOMA
Kopuemuu ne Jlanre. Kore3awHOBBI KOMIUIEKC OBLT ONpeneNi€éH W OXapaKTepH30BaH MyTEM
TCHETUYECKOTO U OMOXMMHUYECKOTO aHAJIM3a MYTAIlMi, BIHUSIONMX Ha CErPEeraliio XpOMOCOM B
apoxokax. Y o Saccharomyces cerevisiaeé KOT€3MHOBBI KOMIUIEKC CYLICCTBYET B BHIE
reTepoTeTPaMEepPHOro Kouiblia, cocrosiiero u3 Smcl (opromor y wenoseka: SMC1A), Smc3
(SMC3), Sccl (RAD21) u Scc3 (STAG1/2/3). NIPBL y uyemoBeka SBISE€TCS OPTOJIOrOM
JPOXOKEBOTO SCC2, KOTOPBIM SIBIISICTCSI YAacThIO KOMILIEKCA, MPUCOCTUHSIONIEIO KOTe3UH K
xpoMocomMaM B Meradaze. Y BBICHIMX JyKapuUOT KOTE3WH, B JIONOJHEHHE K COCIUHCHHUIO
XPOMOCOM, UMEET U Apyrue GYHKIUU, B TOM YHCIIE PETYIISIUI0 SKCIIPECCUN TCHOB U PEIapaIiio
JTHK (Strachan, 2005; Misulovin ¢ coasrt., 2008).

VY 40-50% namuenToB ¢ cunapomom Kopuenuu ne Jlanre npucyrctByroT myTtanuu B NIPBL.
DTOT OOJBIION I'eH CONEPKUT 46 KOAMPYIOIINUX SK30HOB H HE UMECT CICIUPUICCKIX «TOPTINX
touek» MyTanuil. bonbmumHcTBO Myranui NIPBL sBnsiorcs reTrepo3uroTHbIMM MyTalUsMU
notepu GpyHKIMU d€ NOVO, BOSHUKAIOIIMMH M3-3a CIBUTa PAMKH CUATHIBAHUS, BBIAICHUS HIIH
W3MEHCHHUS CaiiTa CIIAiCHHTa B OTKPBITON pamMKe cunThiBanus. Muccenc-myranuu B NIPBL, kak
HpaBUIIO, MPUBOAAT K MeHee TsokEnomy denorumy (Gillis ¢ coast., 2004; Bhuiyan ¢ coagt., 2007;
Selicorni ¢ coasrt., 2007). Xots 6onpmmacTBO MyTanuii NIPBL Bo3nukaror de NnOvo, omucaHbl
CeMeifHbIe clTyuau, B KOTOPBIX CHHAPOM HACJIEIyeTCs IO ayTOCOMHO-IOMUHAHTHOMY TUTTY. bbln
3aperucTPUpPOBaHBI ciiydyan Mo3auiin3ma o Mmytanusm NIPBL B 3apobiiieBoit THHIY poAUTENEH.
BnonmHe BeposITHO, YTO HAMYME MO3AaHWIIU3Ma 3apOJIBIIICBON JIMHUM MOXET OO0BsACHUTH 1,5%
AMITUPUYECKUNA PUCK TOBTOPHOTO POXKIACHUS OONBHOTO peOEHKA y pOAMTENEH, HE WMEIOIINX
HUKaKHX mpu3HakoB cuHapoma Kopuenuu ne Jlanre.

I'enpt SMC1A u SMC3 komupyroT Oenku, MNpeacTaBisdonme co0oil cyObeTuHHIIbI
KOTe3MHOBOT0 KoMIuiekca. [Ipubnusurensao 5% manuentoB ¢ cuaapomom Kopuenuu ne Jlanre
ABISIIOTCST oOnmamarensimu mytan B SMC1A. Kak mpaBwmiio, OHU UMEIOT HOPMAJIBHBIA POCT,
HOPMAIbHYIO JUIMHY KOHEYHOCTEH, JOCTATOYHO ATHIHMYHBIC YEepThl JHIA, WU, B HEKOTOPOM
CTereHu, KorHuTHBHBIe HapymeHus (Musio ¢ coasr., 2006; Borck ¢ coast., 2007; Deardorff ¢
coaBrt., 2007). Berasinenne mytaruii SMC1A nMeeT cepbE3HbIC MTOCICACTBUS I CEMbH, TaK Kak
ATO HApPYUIEHUE SBIAETCS CIEIUIEHHBIM C X-XpoMocoMol. OmnucaH JIHMIIb OJWH MalMeHT C
mytarueir B SMC3 (Deardorff ¢ coast., 2007), uMeronuii HETUITUYHBIC YEPTHI JIMIA U MSATKHN
denoturn. Jlpyrue nokycel cunapoma Kopuenuu ne Jlanre emé npeacTouT HaTH, Tak Kak Oosee

yeM y 40% nopaxEHHBIX MHAUBHUIOB HE OOHAPYXKEHO KaKO-InO0 U3BECTHOW MyTallMH. AHAIN3

12



CICTIIICHHS ITOKa3aJI MPEAMOI0KUTEIbHBIE TUKU Ha XpoMocomax 2 (D2S125, 260 cM), 5 (D5S5426,

52 cM, Bo3moskHo NIPBL), 10 (D10S1643, 40 cM) u 14 (D14S74, 87 cM).
JAUATHOCTHYECKOE TECTUPOBAHUE

Monekynsipaoe TtectupoBanue moctynHo juisi NIPBL, SMC1A u, Ha wuccienoBarenbCKoit
ocnose, SMC3, B Cesepnoit Amepuke u EBporne. B ciryuae monoxurenbHOro pe3ysabTara JaHHOe
TECTUPOBAaHUE SBJISACTCS JMAarHOCTHYSCKUM. KIIMHMYECKWI JHMarHo3 OCHOBBIBACTCS Ha
XapaKTEPHOM MIA0JIOHE 3aMEJICHHOTO POCTa M Pa3BUTHsI, aHOMAJIMH Pa3BUTUSI KOHEYHOCTEH, U
crnenupuiecknx OocoOCHHOCTEW JMIla MW depenma. IJTO OCOOCHHO BEPHO B OTHOIICHUH
NpeHATabHONW JMAarHOCTUKH, KOTOpas B HACTOSAIIEE BpeMsl ONHMPACTCS Ha JIeTalbHOE
yIBTPa3BYKOBOE HM3yYCHHE BO3MOXHOCTH TAaKUX CTPYKTYPHBIX aHOMAJIMi, KaK KHUCTO3Has
TUrpoOMa, PeIyKIMOHHBIC Ie(PEeKThl KOHEUHOCTEH, qruadparManbHas IpbbKa, MaTOJOTHH Cepia
WA XapakTepHbli mnpoduns muna. [lpodwmns nuuma Ha mTpeHATaTBbHOH YIBTPa3ByKOBOM
WCCJICIOBAHUH BKIIFOYACT THKETYI0O MUKPOTHATHIO C JJIMHHBIM, BBITYKIBIM (QUIBTPOM U MaJIbIi
Hoc (Urban u Hartung, 2001).

B 1983 roxy Becteprapa u ero KoJuiers OIHUCaIH TOJTHOE OTCYTCTBUE aCCOIIMHUPOBAHHOTO
¢ 6epeMeHHOCTBIO Oenka mia3mbl-A (PAPP-A) B cepun 00pa3ioB CEIBOPOTKH KPOBU OCpEMEHHOM
JKCHIIMHBI, KOTOpas BIOCIEJACTBHM ponawina pebHka c cuHapomoMm Kopaemuu ne Jlanre
(Westergaard ¢ coagt., 1983). B ciy4ae eciu MoJIeKyssipHast AMarHOCTHKA HEIOCTYITHA, HanboJree
MOIXOAIINM METOJIOM ompenenenus cuniapoMa Kopuenuu ne Jlanre y mmonma ocrtaéres

JeTalbHOe YIbTpa3BykoBoe uccnenoBanue (Kliewer ¢ coast., 1993).

JNODOEPEHIHUAJIBHASA TUATHOCTUKA

Baxxnee Bcero mpoBoauth AuddepeHnanbHy0 TUarHOCTUKY ¢ XpPOMOCOMHOM TATOJIOTHEH,
¥, B YaCTHOCTH, OTHOCUTEIIbHO CTAaOMJIbHBIM CHHJIPOMOM, KOTOPBIM CBSI3aH C YacTHUYHOMN
OyIUIMKaUed JUIMHHOTO IIe4a XPOMOCOMBI 3. DTOT CHHAPOM XapaKTEpPU3YETCS YMCTBEHHOU
OTCTAJIOCTBIO M IUIOXUM HabOpOM Beca, XOTs MpHU POXKICHUHM Macca W JUIMHA Tela OOBIYHO
Haxondatrcs B HopMe (Tranebjaerg ¢ coast., 1987). Uro kacaercst peHOTUITMYECKHX 0COOEHHOCTEH
JMIa, cXoACTBO ¢ cuHapoMoM KopHenuu ae JlaHre 3akimrodaeTcss B HU3KOW JIMHUM POCTa BOJIOC
(cmmyckaroTcs Ha J100), YJUIMHEHHBIX PECHUIAX, 3alaBIIel MEepEeHOCHIIE U BBHIBEPHYTHIX BIEPEN
Ho3psx (Fineman ¢ coart., 1978;. Anneren u Gustavson, 1984). ®unbTp, Kak MpaBUIIo, JTHHHBIH
Y BBICTYIAIOLIMH, XOTs, B OTIM4Ke OT cunapoma Kopuenuu ne Jlanre, coxpaHsaeTcst HEHTPaIbHBIN
XKenoOok. Takke BCTpedaeTcss MUKPOTHATHS, HO TYObl OOBIYHO HE OBIBAIOT TOHKMMHU U POT HE
umeeT (Gopmbl moiaymecsna. UepTsl jMIa, KOTOpblE OTJIMYAIOT CHHIPOM AyIUIMKauM 3q OT
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cunapoma Kopuenuum ne Jlanre - 5T0 mokaThlii 7100, TycThle OpOBH, THIIEPTEIOPHU3M,
MOHI'OJIOM/IHBIN pa3pe3 IJia3, CKIAJKU MMKAHTA, PACIIMPEHHBbIN HOC, BBICTyHAlOIIas BEPXHSA
YeJIOCTh M OTHOCHUTEIBHO HOpPMalIbHBIE T'yObl. AHOMAJIWU TJla3, B TOM YHCJE BPOXKICHHAsS
KaTapakTa U I1aykoMma, 4acTO BCTPEUaIOTCs MPU CUHIPOME TYIIIMKAUU 3q ¥ KpaitHe pellko — Mpu
curapome Kopuemnuu e Jlanre (Fear u Briggs, 1979). ITopoku pa3Butus 6osiee XapaKTepHbI IS
CUHJApOMa IYyIUIMKaluu 3(, BKJIIOYas aHOMAJIUU LIEHTPAJbHON HEPBHOM CUCTEMBI, CEpALla U
[IOYEK, BOJIYBIO IIACTh U TMIIOIUIA3HUIO MOJIOBBIX OpraHoB. M3 ckeleTHhIX aHOMaIMi Yalle BCETo
BCTpPEUYaeTCsl KPAaHMOCHMHOCTO3, KAaMOTOJAKTWIMS U KocojamocTh. MHorma BceTpeuaeTcs
MOJIMIAKTIIINA PYK WJIM CUHAAKTHINS HalblieB HOT. B psjae ciydyaeB omucaHo pU30MeEINYecKoe
yKopoueHrne KoHewyHocTell. [loaTBepkaeHue nuarHo3a MpoBOJUTCS METOJaMH XPOMOCOMHOI'O
aHaJIM3a UM MUKPOYHUIIOBOI CPaBHUTEIBHON T'€HOMHON THOpUIN3aLIUEH.

Haub6onee tsxénpiii penotun cunapoma Kopuenuu ae Jlanre umeetr MHOTo 00LIUX YepT C
cugapomoM @OpuHca, ayTOCOMHO-PEIECCUBHBIM 3a00J€BaHUEM, KOTOPOE XapaKTepHU3yeTcs
rpyObIMU uepTaMu Jinna, auadpparmManbHoi rpebkeil (85%), Bomubelt macteio (30%) u
HEJIOPa3BUTHEM JTUCTABHBIX OTHEI0B KoHeuHocTed (75%) (Fryns ¢ coaBt., 1979). s o6oux
COCTOSTHUH XapaKTepeH TUNepTpUXo03, Y3KUe IUIa3Hble LIENH, TUIOCKas MepeHoCulIa, B3AEPHYThII
HOC, MUKPOTHATHS, aHOMAJIMU CepJla, Mo4ek W reHuTanui. OTIMYUTeNbHBIMU HpU3HAKAMU
cugapoma @PpuHca SBISIIOTCS KOpPOTKash BEpXHAs Tryda um Makpoctomus. Kpome Ttoro, mnpu
cunapome OpHHCa 4acTO BCTPEYAETCS MOJUTUIPAMHUOH U IPEKIEBPEMEHHBIE POJIbI, HO BEC ITPU
POXKIECHUM, JJIMHA M OKPYXHOCTb TOJOBKHM, KaK IPaBUJIO, HAaXOAATCd B HOpME IS
COOTBETCTBYIOILETO FECTALIMOHHOTO BO3pacTa.

AJKOTONBHBII CHHIPOM IIJIOJIa XapaKTepU3YeTCsl 3aJlep’KKOW BHYTPHUYTPOOHOrO pocTa
MJ10/1a, OTCYTCTBHEM Habopa Beca, U aHOMAIHMSIMHU Pa3BUTUSA OT JIETKOW 1O TSHKEIOW CTENEHHU.
Oco0eHHOCTH JTHLIA U Yepena COBMaJatoT ¢ HabarogaeMbiMu ipu cunapome Kopuenuu ne Jlanre,
B 0COOEHHOCTH - MUKpoLedanus, KOPOTKHE II1a3HbIe TN, KOPOTKHUM B3IEPHYTHIN HOC, TITa KUt
cnabopa3BuThlii GuiIbTp ¥ ToHKas BepxHss ryda (Clarren u Smith, 1978). ITopoku cepama npu
AJIKOTOJILHOM CHHJPOME IIJI0Ja CXO0XH ¢ HaOmrogaeMbiMu nipu cunapome Kopuenuu ne Jlanre.
Pyku M HOrM HE YKOpPOUEHBI, XOTS PACHPOCTPAHEHO YMEHBIICHUE UCTAJIBHBIX (haaHr.
Hapymenus peun gaiie Bcrpeuarores npu cuapoMe Kopuenuu ae Jlanre, yeM npu ajkorojabHOM
CHUHApPOME IIJI0JIa, M TMOCIEAHHM BO3MOXHO CIYyTaTh, CKOpPEE BCEro, TOJBKO C MSITKUMHU
nposineHussMu cuapoma Kopuenuu ne Jlanre.

CemeiiHblil aHaMHe3, CBEJICHUSI 0 OEPEMEHHOCTHU U BeC peOEHKA MTPH POXKIECHUH OKa3bIBAIOT
IIOMOIIb B IOCTaHOBKE narHo3a cunapoma Kopuenuu ne Jlanre. XpomMocoMHbIN aHAIU3, OCMOTP
o(TarbMOJIOTa W OILIEHKAa aHOMAJIW{ JHMIa W KOHEYHOCTEW MeAuaTpoM, HMEBIIEro Jel0 C

BPOKAEHHBIMU TIOPOKAMH, MTO3BOJIUT OTIUYUTH NAIIUEHTOB ¢ cuHApoMoM Kopuenuu ne Jlanre.
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MMPOSABJIEHUA U KINHUYECKOE BEJJEHUE CUHAPOMA
Oco00eHHOCTH poCcTa U MUTAHUE

Y nereit ¢ cunapomom Kopaenuu ne Jlanre HaOmromaeTcs mpeHaTaidbHas 3aJepikKa
pocTa, KOTopasi IpOsIBIISIETCS 3HAUUTEIbHO CHUYKEHHOM Maccoil Tesa pu poXkIeHUH (B CpeTHEM
npumepHo 2300 T), HU3KUM pOCTOM U MaJlol CKOpPOCTBIO pOcTa B TeueHue nerctBa. Kax
IIpaBWJIO, BCE IapaMeTpbl pOCTa - HUXKE MATOrO0 IMPOLEHTWIS JUIs JAaHHOIO BO3pacTra, a
OKPY’KHOCTb I'OJIOBBI - HM)KE BTOPOT0 MPOLIEHTUIIA sl JAHHOTO BO3PACTa, XOTA y HEKOTOPBIX
JeTel, mapaMeTpbl pocTa HaXOoAATCs B IIpeaeaax HOPMBI.

3aTpyIHEHUS C MUTAHUEM IPUCYTCTBYIOT C POXKICHUS, U JIs I€TEel ¢ CUHAPOMOM HEPEIKO
BCKapMJIMBaHUE OCYIIECTBIIACTCA Yepe3 HA30TaCTPaIbHbIM 30H[ C IOCIEIYIOIEH TOCTAHOBKOM
racTpOCTOMBI. Y TaKMX HAllMEHTOB PacIpOCTPaHEH >KENyA0YHO-TIUIIEBOAHBIN peduItoKC), 4To
CHocoOCTBYyeT IpobiaemMaM MpH BCKapMJIMBAHUU UM OTCYTCTBHUIO NPHOABKU B Bece. Takxke CBOM
BKJIaJ] BHOCSIT HECOIJIACOBAaHHOCTb MBILIL] PTa, MAJEHbKUN pa3Mep pTa M 4YeltocTeH, Iioxas
NEepUCTANbTHKA KHUIIeYHWKa W TpyaHoctu mnpu keBanuu (Kline c coaBt., 1993a, 1993b).
OxoHUaTeIbHBIN POCT B3POCIIBIX MALMEHTOB 3HAYUTEILHO HUYKE HOPMBI U COCTABIISIET, B CPEIHEM,
155,8 u 131,1 cm ams MyskunH | xeHInuH, cootBeTctBeHHO (Kline ¢ coast., 1993a, 1993b).

OneHka cocToOsIHUA POCTa U MUTAHUA

. OKpy>KHOCTb I'OJIOBBI, ITTMHY ¥ Maccy Tejla He00X0IMMO U3MEPSATh IPU POXKJICHHUH, a 3aTeM
- KaKJple 6-12 Mec. B TeUeHUE BCETO MEpUoia AETCTBA.

. Poct HeoOXonuMo CpaBHHBaTh C CHHAPOM-CHEUU(UYHBIMU AMarpaMMaMH pocTa JUis
cuapoma Kopuenuu ne Jlanre (http://www.cdlsusa.org/growthcharts.shtml). Ecnu ckopocth
pocTa MEHbBIIE OXKHIAEMOW, CIIEAyeT MpearnoiaraTb BO3MOXHOCTh AHOMAIUH IKeTyIOYHO-
KHAIIEYHOTO TpPaKTa, MUCPYHKIUIO MIMTOBUIHOW KENe3bl WM HapYIICHUS CEKpEIMH TOpMOHA
pocra.

Jleuenne

Ecnu peGEHOK HE B COCTOSHUU €CTh U3 OYTBHUIOUYKHU, aJIeKBaTHOE NOTpeOIeHNE KaTopHuil JOIKHO
o0ecreynBaTbcs HOCPEICTBOM IMUTAHUS Yepe3 Ha30TracTPaIbHbIN 30H1I.

B ciygae TsKEMOTO KEIyIOYHO-TTUINEBOIHOTO pediriokca M 3aTpyAHEHUS KOPMIICHUS MOXKET
OKa3aTbCs HEOOXOAUMBIM pa3MeIIeHUE raCTPOCTOMBI.

Tepanus ropMoHOM pocTa 00bI9HO He moka3aHna. Kousseff ¢ coat. (1993) obnapyxunu aedunut

ropmoHa pocta 'y 30% mnopaxEHHBIX MAIUEHTOB U PE3UCTEHTHOCTh OPraHOB-MHILIEHEH K TOPMOHY
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pocTa y OCTalbHBIX MMallMEeHTOB. TeM He MeHee, aBTOPBI MPUIILUIH K BHIBOY, UYTO TEPANIEBTUUECKOE
MCII0JIb30BaHNE FOPMOHA pocTa yesioBeKka rpu cunapome Kopuenuu ae Jlanre He onpasiaso, eciu
y ManueHTa He 0OHApYyKEeHA IEPCUCTUPYIOIAs TUITOTITUKEMUSL.

Oco0eHHOCTH pa3BUTHS U NOBEIEHUS

3apeructpupoBansbiii 1Q npu cuaapome Kopraenuu ne Jlanre konebancs ot 30 go 102, mpu
9TOM y OOJIIIMHCTBA MAIIMEHTOB ObLIa ONpezesieHa YMCTBEHHAs! OTCTalIOCTh OT YMEPEHHOU 0
soxéno crenenu (Kline ¢ coast., 1993b). [1pobaeMbl ¢ OOIIICHUEM U BBIPA3UTEIBHOCTHIO PEUH
0co0eHHO OecrokosT Bpadyel. B nmutepaType HEOTHOKPATHO COOOIANIOCH 00 OTCYTCTBUH PEUH Y
nanueHToB ¢ cuaapomoM Kopuenuu ne Jlanre. B uccnenoBanuu 116 nmaimeHToB K mokazaTessiM
IJIOXOTO MPOTHO3a AJI PA3BUTUS PeYH OTHOCHIIUCH: Macca Tella MpH poxkaeHuu menee 2,270 Kr,
HapyIIEHUA CIyXa OT YMEPEHHOM J10 TSHKEIOW CTEIEHH, IIOPOKH PAa3BUTHS BEPXHUX KOHEUHOCTEM,
ciabble COIMalbHBIE B3aMMOJICHCTBHA M TsOKENasi 3a/epikka MoTtopHoro passutusi (Goodban,
1993). 53% nanueHTOB B BO3pacTe cTapiiie 4 JIeT MOTJIA CTPOUTH MPEATIOKEHUS U3 IBYX UK OoJiee
CJIOB, B TO BpeMms Kak 33% - He Oosiee 4yeM U3 IByX CJIOB. SI3bIKOBBIC HABBIKHU YETHIPEX MPOIICHTOB
MAIMECHTOB OBUTH OIICHEHBI B TpEiesiaX WM Ha HIDKHEH rpaHulle HOPMBL. B 11e1noM, uecienoBanue
MOKAa3aJI0, YTO BBIPA3UTEIBHOCTD S3bIKA YCTYNAET OCMBICIICHHOCTH M YUTO Y MAIIUEHTOB C OOJIBIITUM
CJIOBapHBIM 3aIlaCOM 3a4acTyI0 HaOIIOAAUCh clla0ble CHHTAKCHYeCKHe HaBbIKU. [[alineHTh Benu
cebst, KaK MpaBUIJIO, TUXO U PEJIKO TOBOPHIIU, JaKe B CIIyd4ae XOPOIIEro CIOBAPHOTO 3amaca. ITo
BENIET K MPEATNOI0KEHHUIO, YTO PEUEBBIE U S3BIKOBBIE CIIOCOOHOCTH npu cuHApome Kopuenuu ne
Jlaare MOTYT OBITh HEZOOIICHEHBI. B HEOOIBIIIOM HCCIIeTIOBAaHUH JICBSATH YeJIOBEK B Bo3pacte 5-30
JIET C OTHOCUTENBHO MATKUMHU IposiBiIeHUsIMU cuHapoma Kopaenuu ae Jlanre, Xapnana u boynen
(Harland, Bowden, 1998) He HanuiM HECOOTBETCTBUS MEKAY OCMBICIEHHOCTBIO U
AKCTPECCUBHOCTHIO. CHHTaKCUYECKHE HAaBBIKA OBUIM OTpaHUYEHBI, a BBICKA3bIBAaHUS — B
tenerpagHoM crtuie. Takke ObUIM OTMEYEHBI IUIOXOM 3pPUTENIbHBIN KOHTAKT, OrpaHMYEHHas
OKCIPECCUBHOCTD JIMIIA U PEIKHE TIOMBITKM WHUIIMUPOBAHUS pedn. HecMoTps Ha OTCyTCTBHE
CHUCTEMAaTUYECKOI0 U3YUYEHUs UCIIOJIb30BAHUS s3bIKa *KeCcTOB Npu cuHapome Kopuenuu ne Jlanre,
MHOTHE POJAUTEIHN COOOIIMUITU O 3aMETHOM YIYUYIICHUH B KOMMYHUKAIIUY U TOBEACHUU ACTeH pH
WCITOJIb30BAHUU ATOTO TIOJIX0/1A.
XapakTepHBIM TMPOSIBJICHUEM CHHJIPOMA B MJIAJICHYECTBE SBISICTCS HU3KUU XPHUIUIBIA KPHUK
(Fraser, Campbell, 1978).
Hapymenust nosenenust npu cunapome KopHenuu ne JIanre nposiBisitoTCs B T€UEHUE BCEM
KU3HH U TECHO KOPPEIUPYIOT ¢ HAIMYHUEM PACCTPOMCTB ayTUCTUUYECKOM CIIEKTPa U CTEIIEHBIO
YMCTBEHHOW oOTcTajgocT. [Ipu3Haku ayTu3Ma BKIIOYAIOT B CeOsl OTCYTCTBHE COIMAIbBHOU

MMPUBA3aHHOCTU U HCBO3MYTHUMOCTD, n30eranue (I)I/I3I/I‘-IGCKI/IX KOHTAaKTOB, JKECTKOCTD U HCTIpUATUC
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nepemeH. B omHoM u3 uccienoBanuii 49 mamueHToB ¢ cuHApoMoM Kopaenwu ne Jlanre Obut
ONMCAaH IIMPOKUM CIEKTp aHOMaJWW IOBEJIEHHUS, B TOM 4HciIE TunepakTuBHOCTh (40%),
camonoBpexenue (44%), nueBnas arpeccusi (49%), paccrpoiicta cHa (55%) (Berney ¢ coasr.,
1999). Takxe Obul OTMEUEH CHUHApPOM AchUIIMTa BHUMaHMs. B apyrom ucciaenoBaHuu 56
nanueHToB ¢ cuHiapomoM Kopuenuu pne Jlanre (Ha OCHOBE AaHKETHpPOBAHHS Marepeil),
W3MEHUYUBOCTh XapaKTCPUCTUK MOBEACHHS KOPPEIUPYET C KIMHUYCCKUMH U (YHKIIMOHATBHBIMU
OCOOCHHOCTSIMU MHJUBHJIOB, B TOM YHCJIE BO3PACTOM, YPOBHEM KOTHUTHBHBIX CIIOCOOHOCTEH U
pesynbpTaTamMu  KiIuHUYecKoro oOcienoBanus (Basile ¢ coart., 2007). XapakTepuCTUKH
MOBE/ICHUS BKIIIOYAIHM TMIIEPAKTUBHOCTD, HAPYIICHHS] BHUMAHUS, TPEBOKHOCTh, KOMITYJIbCUBHbIE
paccTpoiicTBa, CaMOTIOBPEIK/IA0IIIEe TTOBEICHUE U YePThl ayTu3Ma. Emé B 0JHOM uCCiie10BaHUH
OBLJT OTIMICAH CIICKTP CAaMOITOBPEIKIAIOIIECTO TOBEICHHU S, HA0F01aeMOoT0 1pu cuHApoMe KopHenmmn
ne Jlanre u obHapyskeHa 3HAUUTEIbHAS CBSI3b MEXKIY CAaMOIOBPEKICHUEM U CAECPKAHHOCTHIO B
COBOKYITHOCTM C YacThIM KOMITyJIIbCUBHBIM moBeneHuemM (Hyman c¢ coast., 2002).
CamornoBpexaeHre TakKe ObLJIO CBSI3aHO C KOHKPETHBIMU COOBITHSIMU B OKpYXKAIOIICH cpene
(Hyman c coasrt., 2002; Moss ¢ coaBt., 2005; Arron ¢ coast., 2006). UHIUBUABI C CHHIPOMOM
Kopuenuu ne Jlanre mnposBisIOT COIMATbHO MOTHBHUPOBAHHOE IIOBEICHUE MPHUBICUCHUS
BHUMaHUs, YTO CYIIECTBEHHO IIPU PACCMOTPEHHUH MOBEAeHUYECKUX MpobieM. Buneonabnonenue
MOMOTJIO TIPEAMONIOKUTh, YTO HU3Kas YacTOTa KOHTAKTAa B3IJISIOB BO MIIAJICHUYECTBE SIBIISIETCS
¢dakTopom prcka oTcTaBaHus pedb€Hka B pazsutuu (Sarimski, 2007).

[IporHo3 ycrpaHeHUs] MOBEAEHYECKUX MPOOJIEM YIydYIlaeTcsi, €CIU BBISIBICHA U H3JICYCHA
OCHOBHAasl MEIMIIMHCKasl Tpo0IeMa, 0COOCHHO JKeTyI0UHO-TUIIEBOIHBIN peduttoke. TpynHocTu B
OOIIIEHUH YacTO YCYTYOJISIIOT CHUTYallMI0 U TOJE3HBIM MOXET ObITh paHHEE BHEIPECHHE S3bIKa
»kecToB. OJTHAKO, U TIPH OTCYTCTBUU 0a30BBIX MPOOIIEM, TIOBEJIEHUE OCTAETCS CIIOKHBIM BOITPOCOM
JUTSL ceMei 1 paOOTHUKOB 3/IpaBooxpaHeHus. Kpome Toro, mpoOieMbl MOBEACHUS YCYTyOIsSIOTCS
B moapoctkoBoM BospacTe (Kline u Audette, 2002). C Bo3pacToM, MOTYT CTaTh SIBHBIMHU
KOHKPETHBIE TICHXHATPUYECKUE JUArHO3bl, B TOM YHCJIE CaMOIIOBPEXKIEHHE, TPEBOKHOCTb,
neUIuT BHUMaHUA, TPU3HAKN ayTHU3Ma, JIETIPECCUs U 00CECCHBHO-KOMITYJIbCHBHOE TTOBE/ICHUE
(Kline c coasr., 2007a).

Ounenka 0oco0eHHOCTEH pa3BUTHA W NOBEICHHUS

CHayasia He0OXOMMO OTNPEAETUTHCS ¢ KOPPEKLUOHHONW MPOrpaMMON WIIM C LIEHTPOM Pa3BUTHS
peG&nka JuIs onpeaeneHus 0cob0il KOPPEKUH U METOI0B 00pa30BaHMSL.
CrienuanucT Mo pevu U A3bIKY JI0JKEH OLIEHUTh HaBBIKM KOMMYHHUKAIIUU

HeoOxonuma peryinsipHas mpoBepKa ciryxa.
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Jro6oe YXYAHICHUC MMOBCACHUA OOJIKHO OBITH HU3Yy4YCHO HCMCIAJICHHO U JOJIKHBI OBITH BBISABJICHBI
€T0 MCOAUIUHCKUEC ITPUYIUHBI, TAKHEC KaK }KeJ'Iy,Z[O‘IHO-HI/IH_IeBOI[HIJﬁ pe(bn}ch.

Ecnu ctanoBsTCs OYCBUAHBI CUMIITOMBI ACTIPECCHH, O6CCCCI/IBHO-KOMHYJ'IBCI/IBHOC IIOBCACHHUEC TN
TPEBOXHOCTD — H606XOI[I/IM8. IICUXHUATPHUUYCCKAsA OKCIICPTHU3A.

Jleuenne

[Io pe3ynpTaTam OIICHOK pa3BUTHUA M 0O0pa3oBaHUS HEOOXOAMMA pAHHAS KOPPEKUUS U
cnenuanbHoe ooyueHne. OHM JOJHKHBI BKJIHOYATh COOTBETCTBYIOLIYIO Tepamuio: GU3HUECKYIO,
poeCCHOHATIBHYIO U JIOTOIEANIO.

[Tocne BbIXOAA M3 HIKOJIBHOTO BO3pacTa MalueHTy HEOOXO0AUMO Moa00paTh MpohecCHOHATBLHYIO
Iporpammy.

CrangaptoMm siBisieTcs JeueHue 3a00IeBaHlil CPEIHETo yXa U MOTepH ciayXa.

Tepanus 11006010 HapyIIEHUs, HAPUMED, KETyTOUHO-THIIIEBOAHOTO pedIIroKca Uil yXyALICHUS
MOBE/ICHNUS, JOJKHA OCYIIECTBISATHCS IO CTAHAAPTHON CXeMe

MHoroneTHue mNoBeIEeHYECKHE MPOOJIEMBbl ¢ TPYIOM MOIIAIOTCS HU3JIEYECHHI0, HO BO3MOXKHO
pOBECTH MOAM(DUKALMIO TOBeNeHHs. PyKOBOACTBO 1Mo MeronaM MOIU(UKAIMH TOBEACHUS
MO’KHO MOJIYYUTh OT IICUX0JIOTA.

Hecmotpss Ha oTcyTcTBHE OQUIMANbHBIX HCCIEAOBAHUNA, MPOCHEKTUBHO OLEHUBAIOLINX
NOBEJICHUE U NPUMEHEHUE MEIMKAMEHTOB, MHOTHE OT/EJIbHBIE CXEMBl AMH30MUECKU ObLIH
MOJIe3HBI. B 4aCTHOCTH, CTUMYNATOPHI (HampuMep, MeTuadeHuaaT) JeicTBOBaIN Ipu 1eduinTe
BHUMaHUsl C THUIEPAKTUBHOCTHIO WM 0€3; TPOTUBOTPEBOXKHBIE TMpemapaTsl (HampuMep,
OycnupoH) - MOJE3Hbl IPHU TPEBOXKHOCTU M APYTUX MpoOjemMax IOBEJIEHUS, a CENEeKTHBHbIE
WHTHOUTOPHI OOpaTHOTO 3axBaTa CEPOTOHMHA (HANpUMeEp, CEPTPaIMH) CTAOMIN3UPOBAIIU
HACTPOECHHE.

HN3meHenns HEBPOJIOTrHYeCKON CHCTEMbI

Pacnpoctpanensl runepToHyc u runeppediekcus. MHOrHe yXaXHBaroIue 3a MalieHTaMH,
coob1marT 0 BeIcCOKOM OosieBoM mopore y mnocienHux (Kline ¢ coast., 2001). HeoObrunas
MIOCTAaHOBKA PyK Ha YpPOBHE TJa3 SIBISIETCS OYEHb pacpoCTpaHEHHBIM siBIeHHeM. Cymoporu
BO3HHKAIOT B 23% ciiy4aeB U JIETKO YCTpaHs0TCcS MeauuuHckuMu npenaparamu (Kline ¢ coasr.,
2007b); oHM MOTryT oOCTaBaThCsl HEPAacCHO3HAHHBIMH. Takke Yy OOJBHBIX HaOIIOJATICh
6eccynopoxubie mpuctynbl (Calderon-Gonzalez ¢ coart., 1966; Nechay c coasr., 2006),
HapyIIeHUs CHa, B YaCTHOCTH, 0ECCOHHUIIA U TPEPHIBUCTHIN coH (Berney c coast., 1999).

OneHka CoCTOSTHHS HeBpOHOFquCKOﬁ CHCTEMBI
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Pe3ynbTaThl peHTTEHOJIOTHYECKOTO HCCIICAOBAHHUS MO3ra MOTYT BKJIOYATh: YBEIHYCHHBIC
JKEIyTOYKH, B TOM YHCJIE paciuIMpeHre 0a3aabHbIX [IUCTEPH; HCTOHUYCHHUE WK aTpouio 0eoro
BEIIECTBA, OCOOEHHO JIOOHBIX [IOJIeH, TPH OTHOCHUTEIHHOM COXPAaHCHHH OEJOro BeIecTBa
TEMEHHBIX J0JICH; THUIOILUIA3HI0 CTBOJIA MO3Ta; U THIIOIUIA3UI0 WIIM arceHE3HMI0 YEPBSI MO3XKEUKa
(Kline ¢ coast., 2007b). B HekoTOpBIX Ciiydasx ObLIO IPOBEACHO IATOJIOrOAaHATOMUYECKOE
ucclieloBaHre HepBHOM cuctemMsbl (Barr ¢ coast., 1971; Yamaguchi u Ishitobi, 1999; Vuilleumier
¢ coaBT., 2002). OObMHO ONUCHIBAINUCH: MHUKpouedanus ¢ THIOIIA3Ueld U  ciaboi
MUEITMHU3AIMEH MTUPAMUIHBIX TPAKTOB. HekoTophie pe3ynbTaThl MOTYT YKa3bIBaTh Ha JEPEKTHI
HEHPOHAIBHON MUTPAIMH U MITKAE aHOMAJIUH U3BHIIMH.

o BbisicHeHWe THIa W YacTOTHI IPHIIAJKOB  BBIOJHSICTCS COMIACHO  KIMHHUKO-
AHAMHECTHYECKUM Pe3yIbTaTaM H 3JICKTPOIHIIe(aTorpaMMbl, KaK U IS MOMYJISIUH B [IETIOM.
o Heo6xoauMo cepb€3HO OTHOCUTHCS K JKaI00aM Ha IIOCTOSTHHBIC 0OJTH WA TUCKOM(OPT OT

NaluCHTOB C BBICOKUM 00JICBBIM IMOporom.

. [Tocne nmepBbIX MPUCTYIOB CIEAYET pacCMaTpUBATh MPOBeIeHNE TOMOTpaduu MO3Ta.
Jleuenne
. I[Ipu  cymoporax  HEOOXOJMMO  UCHONB30BaTh Ty  JK€  CXEMy  JICUCHHS

IPOTUBOCYJOPOKHBIMU ITpenapaTaMu, 4To U JUis O0IIeH MOMyJIsIIHH.
CpaBHeHue 3(p(PEeKTUBHOCTH pPa3IMUHBIX MPOTHUBOCYJOPOXKHBIX MPENapaToB MPH CHHAPOME HE
IIPOBOAMIIOCH.

Oco6eHHOCTH JIMIIA ¥ Yepena, Ha0aoaaeMble IPH CHHIPOMe

e Pacmenuna HEOa (Boaubs nmacTh) BeTpevaercs y 20% manueHToB ¢ cuHpomoM Kopraenuu
ne Jlanre. 3asubs ry0a npu CUHAPOME HE BO3HHMKAET, MJIM BO3HHUKAET HE3aBHCHUMO OT
pacuienuabl HEOA. Takke BcTpedyaeTcsi CyOMyKO3Hasl paciieinia HéOa, Obuta 0OHapyKeHa
B 14% cny4aeB, mpu 3TOM O0JIbIIIast 4aCTh OKa3ajiach HE 3aMEUeHa MPH MPEIBAPUTEITHLHOM
oocnenoanuu (Kline ¢ coasr., 2007a). [Ipu uccnenoBanuu ¢ cunapom Kopaemuu ne
Jlanre, HaOMr0/1aMach THIIEPHA3AIBHOCTD M PHHOJIAINS, TOACIU3UCTAas pacilennHa HEOa,
UMeJics HeOOBIUHBIN IpeOeHB Mo cpeHel tuHK Msrkoro HéOa (Harland u Bowden, 1998).
[TporHO3 /UIs MaIMEHTOB C BOTYBbEH MACThI0, KaK IPABUJIIO, XOPOIIHA, XOTS Y TOPAKEHHBIX
WH/IMBUJIOB MEHBIIE HIAHCOB Ha PA3BUTHE PEUYM, YeM Y MAIMEHTOB C HOPMAJIbHBIM
cTpoeHneM HEOA. MUKpOTHATHs, MHMKPOCTOMHMS M CKYYEHHOCTb 3y0OB BeCbMa
pactpoctpanenbl nipu curapome Kopuenuu ne Jlanre. [IpoOGimembl co3maroT mmoxas
TMTUEHa MOJIOCTH pTa M Bo3HHKHOBeHue kapueca (Kline ¢ coasr., 2007a). C Bo3pacTom

MOKCT BOSHUKHYTH IMaApOAOHTO3.
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OueHka cOCTOSIHUS POTOBOM MOJIOCTH

[Tpu mocTaHOBKe AMAarHo3a HEOOXOIUMO oOciieoBaHNe HEDA.

Ecnu npucyTcTBYIOT CHMOTOMBI WM TMPU3HAKH, YKA3bIBAIOIIUE HA MPOOJIEMBI, CBS3aHHBIE C
CyOMYyKO3HOM paciiesinHOi HEOA - MOKa3aHO HaIpaBJIEHUE K CIIEHUANNCTY AJIsi 00CIIeJOBaHUS U
MIPOTrHO3A.

Kaxnpie 4-6 wmecsueB, HauMHas C Bo3pacta 2 JIET, HEOOXOAMMO MPOBOAUTH ILTAHOBBIN
CTOMATOJIOTUYECKUN OCMOTP U CaHAaIMIO.

Pa3 B 1-3 roga moxeT TpebOoBaThCs OCMOTP MOJIOCTH PTa MO AaHECTE3UEH.

Jleuenne

PexoHcTpyknus HEOA TP BOTYBEH MMACTH MICATHHO BBIMOITHICTCS CIEIHATUCTAME C ONBITOM B
naHHoU chepe. MeTopl HUYeM He OTIUYAIOTCS OT TAKOBBIX JIJIS OOIIEH MOMYJISIIHH.

B nocneonepanoHHOM 1epuoie moka3zaHa pedeBasi Tepamnus ¢ 1eJIbI0 MAaKCUMAJIBHOTO Pa3BUTHUS
peun.

Yacro Tpebyercs jeueHue 3y00B ¢ MPUMEHEHUEM aHeCcTe3un. MeTo bl MPUMEHSIFOTCS T€ JKe, YTO
U 17151 oO1IeH MOomyJIsIuy.

O(bTaJ'[bMOJ'IOFI/I‘{eCRHe H3MEHCHUS IIPU CUHIPOME

[Tpu cunapome Kopuenuu ne Jlanre pacrpocTpaHeHbl MITO3, PEUANBUPYIOMNMA OedapuT u
omusopykocth (Levin ¢ coastr., 1990; Wygnanski- Jaffe ¢ coasr., 2005). Omneparus 1o
KOPPEKTUPOBKE ITO3a MOXKET CIIOCOOCTBOBATH MOTOPHOMY Pa3BHUTHIO. BBIpakeHHOCTH MTO3a
Koppenupyer co crnerubuueckumu Mytamusmu B NIPBL (Nallasamy ¢ coasr., 2006). Mosxet
BO3HUKHYTh HHUCTarM, J€rkas CTeleHb YMEHbBIIECHUS POTOBUIBI (MHUKPOKOpHEa) W/ MU
Kocornasue. Karapakra u riiaykomMa BCTPEUAIOTCSl PENKO M, BO3MOXHO, MPEICTABISIOT COOOM
CIIy4allHOCTh WJIHM PE3yJIbTaT CAaMOIIOBPEXICHUS. Y JETeH ¢ THKEToN popMoit umeeTcs: OOIbITNI
PHUCK OTCJIOEHUS CeTYaTKU. blie THOCTh 3pUTENHHOTO HEPBa SBJISETCS PEIKOCTHIO, XOTS BU3yalbHO
HE3HAYUTENbHO NHUTMEHTUPOBAHHOE KOJIBIIO BOKPYT 3pUTENBHOTO HEpBa MPOSBISETCS

npakTuyecku moscemectHo (Levin ¢ coasr., 1990; Wygnanski- Jaffe ¢ coasr., 2005).
OcMmoTp odranbmosiora

. Bce manueHTel B nepBble 6 MECALEB KU3HM JOJDKHBI IIOJIYYUTh HaIlpaBIICHHE Ha
o(ranbmonornyeckoe oocae0BaHue.

Jleuenmue.
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o Koppexkmust ommbok pedpakiuuu T0HKHA HAYaThCs KaK MOXKHO PaHbIIE, TaK KaK OYKH

IIJIOXO IMEPECHOCATCA MalME€HTOM, €CJIM HE UCIIOJIB3YIOTCA C CaMOI'0 paHHEr 0 BO3pacTa.

o Oneparnys Mo KOPPEeKTUPOBKE NTO3a OKa3aHa IPU HATTMYUU OOCTPYKIIUH 3pPUTEILHOM OCH.
o OnepaTuBHOE JIeYeHUE KOHBIOHKTUBUTA JIOJKHO MPOBOAUTHCS CTaHIAPTHBIMU METOAaMHU.
o [IpombiBaHue BEK MSTKUMM IIAMITYHSMH JJIi MJIAQJCHIEB MOXET OBITh IMOJE3HO ISt

o0JeryeHusi CHMITOMOB PELUAUBHUPYIOIIEro Oiedapura, ycTpaHeHHs TOKPACHEHUS U BBIJCJICHUI
U3 IJ1a3.

o HekoTtopeiM aeTsaM MokeT moTpeOoBaThCsl Oy>KHPOBAHHE HOCOCIE3HOIO MPOTOKA MpHU
00CTPYKIIMHU, €CJIM KOHCEpBATUBHAS Tepanus He Aa€T pe3yabTaToOB.

HN3MeHeHMs €O CTOPOHBI yIIeH U CJIyXa

bonee yem 90% mnamuentoB ¢ cunapomom Kopuenuu ne Jlanre umeroT ornpezeséHHbIC
HapymieHust ciayxa (Sataloff ¢ coast., 1990). Beuio mokasano, 4to mOTepsl ciyxa daiie
CeHCcoHeBpaybHast 1 00b14HO nBycTOpoHHss (Sataloff ¢ coast., 1990; Sakai ¢ coart., 2002), x0T
TAK)Ke OMUCaHa KOHIYKTHBHAS TYrOYXOCTb W3-3a BBINOTA B CPEIHEM yXE MIIM €r0 COYETaHHS C
HelpoceHcopHOH HemoctatouHocThio (Marchisio ¢ coaBt., 2008). PanHss auarHoCTHKa U
UCIIOJIb30BAHUE  CIIYXOBBIX  aNlapaToB JOJDKHBI  YJIYYIIATh TIOBSICHHE TAlMeHTa |
ONTHMHU3UPOBATh Pa3BUTHE S3BIKOBHIX HaBbIKOB (Sakai c¢ coast., 2002). Cpennuit OoTUT u
XPOHUYECKHE 3a00J€BaHMsI CPEJHETO yXa C MOCIEAYIOIIEH KOHAYKTHBHOW TIIyXOTOH dacTo
BO3HHKAIOT M C TPYAOM JTUarHOCTUPYIOTCS U3-3a Y30CTH HapYKHOTO CIlyXOBOTO KaHajla, KOTopas
BCTPEUAETCS y MHOTHX MalueHToB ¢ cuHapoM Kopuenuu ne Jlanre. 3a0osieBaHus CpPEHETO yXa
SIBJISIFOTCSI MEHBIIIEH TTpo0IeMoii B 00Jiee Mo3/THEM JETCKOM M BO B3POCIIOM Bo3pacte, XoTs y 39%
OoJiee CTapUIMX MAI[MEHTOB OTMEYAETCS XPOHUUESCKUI TaiiMOPHT M HepeaKo - mosuiisl Hoca (Kline

C coasT., 2007a).
Onenka cocTOsIHUS CIyXa

o Bcem mamumentam ¢ cungpomom Kopaemmn ge  Jlanre HeoOXommma  OIeHKa
CTBOJIOMO3TOBBIX (KOPOTKOJIATEHTHBIX) CIIYXOBBIX BBI3BAaHHBIX MOTEHIIMATIOB BO MJIa/IEHYECTBE
WIM TIpY TIOCTAaHOBKE JMArHo3a; B Cllydyae aHOMAaJIbHBIX Pe3yJbTaTOB HEOOXOIUMO JajbHeIIee
OTCIJIe)KNBAHHE.

o Crayx HeoOX0AUMO MPOBEPTH Kax/able 6 MecsIEeB 10 Bo3pacTa 6 JeT MyTEM CTaHAapTHOM
AyAUOJOTrur 1Jid BBIABIICHHA KOHHYKTHBHOﬁ TYroyxocTu, CBSI3aHHOH C XPOHNUYCCKUMU
3a00JIeBaHUSIMU CPETHETO yXa.

Jleuenne
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L4 HpI/I CpCAHCM OTUTC CJIICAYCT HUCIOJIB30BATH JICUHCHUC aHTUOMOTHKAMHU COIJIACHO

CTaHIapTy.
o [Ipu oOHapyx)eHUH MOTepU ClyXa HEOOXOAMMO HAIpaBICHHUE K OTOJAPUHIOJIOTY WIIU
CypAOJIOTY.

o XenarenbHa paHHSS yCTaHOBKA CIIYXOBBIX alapaToB.

o JleyeHne XpOHNYECKUX 3a00JIEBAaHHI CPETHETO yXa

. JleyeHue CUHYCHMTAa W HOCOBBIX IIOJIMIIOB HEOOXOJMMO MPOBOJUTH CTAHJAPTHBIM

06p330M, YTOOBI CBECTH K MHUHHUMYMY OCJIO’)KHCHUS.

N3Mmenenus ckeJeTHONH U MBIIIEYHOH CHCTEM

[Tpu cunapome Kopuenuu ne Jlanre HaGmrogaeTcst MUPOKUHN CIIEKTP aHOMATIUIl KOHEUHOCTEH.
Yamie Bcero KapTuHa BKJIIOYAET MAIEHBKUE PYKH ¢ KOPOTKHUMH NaJIbIIAMH, TIPOKCUMAIBHO
pa3MeIéHHbIN OOJBIION Maiel, OHY JIAAOHHYIO CKIAIKY U KIMHOAAKTUIHIO MATHIX MMaJIbIICB
(Barr ¢ coasr., 1971). XapakrepHble 0COOEHHOCTH HAOIIOAIOTCS IS IISICTHO-(PaJIaHroOBOro
uHIeKca (COOTHOIIEHHE JUTHHBI MSICTHBIX KOCTEH TPETHEro M YETBEPTOIO MAJIbIIEB K JUTHMHE UX
nepBbIX (ananr). PactipocTpaneHbl aHOMaIHK JepMATOTIU(PUKH, C YBETHUYECHHEM YaCTOTHI
paZuaNbHBIX TETENTb U apOK U YMEHBIIEHUM KOJMUYECTBA 3aBUTKOB. OOl rpeOeIKOBBINA CUET
Ha MaJbI[ax MOHMWKEH, a TAKXKe PAaCIpOCTpaHEH MexmanblieBblii Tpupanuyc (Abraham u Russell,
1968; Filippi, 1989).

Tsoxénble peqyKIMOHHBIE AeopMaIiy ¢ OTCYTCTBHEM KHCTEH U Mpeauiednii umerorcs y 14-
27% mnanuentoB (Berg c coar.,, 1970). Jlaxke npu TOKENBIX PEIyKIMOHHBIX JAedexTax
KOHEYHOCTEH, y MHOTHX TAIMEHTOB HAOIIOMAIOTCS YAMBUTEIHFHO XOPOIINE MOTOPHBIE HABBIKH.
CrubatenbHble KOHTPAKTYPhI JIOKTEBBIX CYCTaBOB BCTPEUAIOTCS YACTO M SIBJISIOTCS BTOPUUHBIMU
[0 OTHOLIEHMIO K AedopMari —0OBIYHO, MOJBBIBUXY - MPOKCHUMAJIBHOTO MeTadu3a JydyeBon
koctd. CHHIAKTHIMS, TIONAIAKTHINS W YIABOGHHE HOTTEBOTO JIOXKA Takke OBUIH
3aperucTpUpOBaHbl pu cuHApome KopHenuu ie Jlanre, HO SIBISIOTCST pEIKUMU TOPOKH PA3BUTHS
(Beck u Fenger, 1985). Penxue anomanuu BepXHUX KOHEYHOCTEH BKIIFOYAIOT OTCYTCTBHE PYK U
nokTeByro remumenuio (Roposch ¢ coart., 2004). MuTepecHo, 4TO MOAABIAONIEE OOIBITUHCTBO
TSOKENBIX  PEIYKIIMOHHBIX Je(PEeKTOB HAOMIOMAeTCs TONBKO JUISi BEPXHUX KOHEYHOCTEH.
Co00manochk 0 HECKOIBKUX KPYIMHBIX Ae(PeKTax HUKHUX KOHEUHOCTEH, B TOM YHCJIe: OTCYTCTBUE
HaJIbLEB MIPU pACIIEIVIEHUH CTOIBI, SKBUHOBAPYCHAs KOCOJIANOCTh, OTCYTCTBUE 00IbIIeOEpIIOBOIA
KOCTH, UCKPHBIIEHHE MaJIOOEPIIOBOM KOCTH, BaJIbTyCHas eopMalus U pacileruieHue 6eapeHHon
koctu (Grant ¢ coaBt., 1997). [IpuoOperéHHbIMU edOopMaSIMUA MOTYT OBITH CKOJIHO3, pa3Has

nnuHa HOT M OonesHb Jlerra-Kanbee-Ilepreca (ocTeoxoHaponaTusi TOJIOBKA O€IPEHHOM KOCTH)
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(Roposch ¢ coast., 2004; Kline ¢ coasr., 2007a). C BO3pacToM HaOIIOAAETCS CHUKEHHE

IUIOTHOCTH MUHEpaiu3aiuu koctHoi Tkanu (Kline ¢ coagrt., 2007a).
OueHKa CKeJIeTHOH U MBILIEYHOI cuCTeM

o N3mepenue nsicTHO-(hanaHroBoro MHAEKCa U peHTI€HOrpaMMa JIOKTEBOI'O CyCTaBa MOXKET
IIOMOYb B INarHOCTHUKE.

o OnbITHBIN OpTONE] JOJDKEH OLEHHUTH AUANa30H JBM)KEHUS BO BCEX CYCTaBaXx.

. Koctnyto nencuromerputo (DEXA) caenyet npoBoauTh npy MoA03pEeHUHU HA OCTEOIIEHUIO
WJIN OCTEOIOPO3.

Jleuenmue.

. Her omny0iukoBaHHBIX JOKJIATOB B IOJIb3Y XUPYPIMUECKOTO BMEIIATEILCTBA IIPHU
aHOMAaJMAX KOHEeUHOCTeH. [laxe manuueHTsl ¢ TSHKENOH YMCTBEHHOM OTCTAJIOCThIO YAaCTO UMEKOT
YAUBHUTEIBHO XOPOLIME NTOKA3ATEIN MEJIKOM MOTOPUKH, HECMOTPS Ha HAJTUYUE TTOPOKOB.

. Jnsa npenorBpallieHUss KOHTPAKTYP CYCTAaBOB M YIIYUYLICHMS JBUIATEIbHBIX HABBIKOB
PEKOMEHTIyeTCs paHHee IPUMEHEHNE PU3NICCKON TePAITHH.

OCo0eHHOCTH KeJIYI0YHO-KHUIIEeYHOI 0 TPAKTa

Kenynouno-nuieBoaHbIN pedIiroke sBisieTcss HauboJiee pacnpocTpaHEHHOW MpoOIeMoit
KEIIyI0YHO-KUIIeYHOTro Tpakta npu cunapome Kopuenuu ne Jlanre (Cates ¢ coat., 1989;
Rosenbach c coast., 1992; Bull ¢ coast., 1993). B orcyrcTBUE IeUeHNS OH MOXET NPUBOIUTH K
3HAYUTEIbHON 3a00J€Ba€MOCTM U CMEPTHOCTU. PacmpocTpaHEHHBIMH  MOCIEICTBUAMU
KEITyTOYHO-TIMIIEBOTHOTO peIroKca SBISIOTCS MPHOOPETEHHBI CTEHO3 MUIIEBOJA W JIpYyTHe
6onesnun. Ilumeson bapperra 61 oOHapyxeH y 10% B3pocisix manmentoB (Kline ¢ coasr.,
2007a) u UMEIOTCS TOKyMEHTaJbHbIE MOATBEPXKICHHUS Pa3BUTHs aJCHOKApLUHOMBI MUIIEBO/IA
(DuVall u Walden, 1996). I'actpoa3odareanbHblil pearoKC MOXKET MPOSBIATbCS OTCYTCTBUEM
npu0aBKH B Bece, CHIDKEHUEM TEMIIOB pPOCTa, aHEMHEH, pelluIuBUPYIOLIe THEBMOHUEH, alTHO?
WIM HapylIeHUsSMU TOBEJCHMs, BKIo4yass runepaktuBHOcTh (Luzzani c coast., 2003).
["actpon3odareanbHbIN pedIIOKC MOXKET YXYIIUTHCS B TIepro mosoBoro cozpeBanust (Kline
Audette, 2002), MOXeT IPOSBUTHCS B JTF0O0OM BO3pacTe, CUMIITOMBI MOTYT KaK HapacTaTb, Tak U
ocna0sThCA.

[Topoku pa3BUTHS >KENYIOYHO-KHIIEYHOTO TpaKTa BO3ZHUKAIOT BCKOPE TIOCIIE POXKIACHUS,
BKJIIOYas MUJIOPOCTEHO3 NMpUMEpHO y 1% mocTpaiaBIIMX JIMI[ M, OYEHb PENKO, KOJBIIEBYIO
MO/DKETYAOUYHYIO KeJe3y, YTO BBI3bIBAET JAYOJICHATBHYIO HEMTPOXOAUMOCTb. M3peka, aHoMaanu
ME3EHTEepHs] U HapyLICHHs HOPMAJBbHOIO IOBOPOTA KHILIEYHUKA B IEPUOJ] SMOPUOHAIBHOIO

pa3BUTHS MOTYT NMPUBECTU K MalbpOTAallMH KUIIEYHUKA U YTPOKAIOLIEMY >KU3HHU 3aBOPOTY C
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umemued u uHpapkrom kumeunnka (Husain ¢ coaBt., 1994; Masumoto ¢ coast., 2001). [Ipu
TAKUX CUMIITOMAx KakK OCTPbIC 00K B JKUBOTC, pBOTA KCIIYbIO U TBépl[BIfI JKUBOT IIPH MaJIbImalun
HEO0OXOUMO IKCTPEHHOE JieueHue. TakKe MOKET BO3HUKHYTh 3aBOPOT CJICNION KMIUKU. Bpliu
ONHKCaHbl HECKOJBKO CiydaeB JuadparManbHON IpbDKH C BBICOKUM YPOBHEM CMEPTHOCTH. Y
B3pOCJIBIX OTMEUCHO HaBsS3YMBOE INepexéBbiBaHue W xponmdeckue 3amnopsl (Kline ¢ coasr.,
2007a).

OIIeHKa COCTOAHMUA KCJIYTOYHO-KUIICYHOI'0O TPAaKTa

Kenynouno-numieBoHbIi pedaokc HEOOXOAMMO MOA03pEBaTh B Clly4ae aHEMHUHU, YXYALICHUS
MOBEJICHUS WJIM CHIDKEHUH TeMIIOB pocTa. CHMITOMBI BOSHHUKAIOT, KOT/1a peOEHKA YKIIaJbIBAIOT
CHaTh, IPU 3TOM IOSBJICHUE TUCTOHUYECKUX 103 SABJISETCS XOPOILIEH MOICKa3KOM.

Crnenyet paccMaTpuBaTh paHHEE HAIIPABJIEHUE K JETCKOMY raCTPO3HTEPOJIOTY.

[Ipumenenne Oapus Majio TOMOTAeT MPU TUATHOCTUKE racTpodsodarealbHOro pedirokca, u
HEMHOTME TMOpaXEHHbIE WHAMBUABI MOTYT BbITEpHeTh 24-yacoBoii MoHuTOpuHr pH ¢
HCIIOJIb30BaHUEM 30H/1A.

Bce nmopax€HHBIE TOTHKHBI IPOUTH PEHTICHOJIOTHYECKOE UCCIIEIOBAHUE C OaApHEM TSI BBISIBIICHUS
HE3aBEPIIEHHOTO TTOBOPOTA KUIIICUHUKA.

Haubonee »3¢dekTuBHBIM CIOCOOOM JAMATHOCTUKH  KETYJOUYHO-TIUIIEBOJHOTO peduirokca
ABIIAETCS YHAOCKOIMYECKOE UCCIIEI0BAaHUE IOl HAPKO30M, KPOME TOTr0, IOJ, HApKO30M MOXHO
OJIHOBPEMEHHO MPOBECTH JPYTHE UCCIE0BAHUS - CIyXa, IJ1a3 U POTOBOM MOJIOCTH.

Ecnu nHBa3uBHBIE MCCIEOBAHUS HE JAIOT pe3yibTaTa, BO3MOKHO NMPUMEHEHHEe MHTHOUTOPOB
IPOTOHHOM TOMIIBI U TPOKWHETUKOB C JUArHOCTHMYECKOM IIeNbl0, a TaKKe MJI1 OLIEHKHU
NOTEHLIUATbHON A((HEKTUBHOCTH MTPENapaToB.

B ciydae yrpoxaroux CMMOTOMOB, OIPE/IEIEHNE BO3MOYKHOTO 3aBOPOTa KUIIIOK TPOBOAMUTCS IO
CTaHJApPTHOU CXEME.

Jleuenne

[lepBoHayanbHOE JIEUEHHE IKENyIOYHO-THUIIEBOAHOIO pedIilokca MOXKET COCTOSATh U3
PEKOMEHJAUN OTHOCUTEIBLHO KOPMIJICHUS MaJbIMU MOPUUSIMHU TYCTOM MHUINM W TPUJIAHUS
MAIMEHTY MaKCUMaJlbHO BEPTUKAIBHOW IMO3BI TOCTE KOPMIIEHHUS, HO OOBIYHO ITH COBETHI HE
MOAXOJIAT st 00IbHBIX cuHApoMoM Kopuenuu ne Jlanre.

Bo3moxHO mpuMeHneHnue papMakoTepaniy aHTaluaaMu u/uiam 6j1okaropamu Ho-perentopos.
MoskeTt ObITh HeoOX0MuMa (DYHIOTUTUKAITMS, HHOT/IA CO BCTABKOW TaCTPOCTOMBI. XUPYPTHUICCKUE
METOJIBI — T€ K€, YTO U B OOIIEH MOMYJISIIH.

Oco0eHHOCTH CepaeYHO-COCYAMCTON CHCTeMbI
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Bpoxnénnsie mopoku cepana npucyrcTByroT y 14-20% nanueHnToB ¢ cunapoMoM KopHennn
ne Jlanre (Beck u Fenger,1985; Jackson ¢ coasrt., 1993; Tsukahara c¢ coagt., 1998). Haubomnee
pacpocTpaHEHHBIMUA AHOMAIUSMHU SIBISIFOTCS JE(PEKT MEXOKEIyI0YKOBOU MEPETOPOIKH, 3aTeM
nedeKT MeXITpeICepIHOM EePeropoIKM U CTEHO3 JIETOYHOTO KJ1arlaHa, TM00 B OTAEIbHOCTH, JINOO
B COYETaHHUU C JIE(EKTOM MEXKEIYyJA0UKOBOU meperopojku. Takxke OMHCAH MIMPOKUN CIEKTP
JIpYruX MOPOKOB CEp/illa, B TOM uucie Terpaga Paiio, KoapKTalus aopThl, TUIOTUIA3US JIEBBIX
OTJICJIOB CEep/Ia, CIMHCTBEHHBIN JKETyI0UueK u AePEKT MpeacepaHO-KeTyJOUKOBOTO OTBEPCTHUI.
CnalbIii CTEHO3 JIESTOYHOW BeTBHM HabOmrogaercs y 2% MaIMeHTOB ¢ JIETKOH CTEMEHbIO TSKECTH
cuHIpoma, HO penko tpedyer nedenus (Ireland, 1996). HaubGonee Tsokénbie MOPOKH cCepila
HEpeIKO HaOIIOMAIOTCS Y HOBOPOXACHHBIX C AMa(parMalbHON TPBIKEH W PEIYKIIMOHHBIMU
nedeKTaMyd KOHEYHOCTEH.

CrnenyeT OTMETUTD, YTO MEPUOPATBHBIA IIMAHO3 OYEHb YACTO BCTPEUAETCS MPU CUHAPOME
Kopuenuu ne Jlanre u, cam mo ce0e, HE SBIAETCSA MOBOAOM JUIS JAbHEUIINX HCCIEAOBAHUU.
[Tporno3 npu cunapome Kopnenuu ne Jlanre ¢ BpOXIEHHBIMU MOPOKAMHU CEPALIA 3aBUCUT OT
TSOKECTH  MOPOKOB  CTCIICHH  HEOOXOJUMOTO0  XUPYPrHYeCKOro  BMENIATEeNbCTBA IS
BOCCTAHOBJICHHSI MJTU YITYYIICHUS T€MOJUHAMUKHU.

OueHka COCTOSTHHUS CepPAEYHO-COCYAMCTOH CHCTEMBbI

L4 Bce NManueHThI C CHHAPOMOM KOpHCJ’II/II/I Jc Jlanre AOJDKHBI MPOXOAWUTH KapAUOJIOTHIYCCKOEC
O6CJ'IGI[OB21HI/IC, BKJIrO4as 3XOKapm/10rpa(1)mo )51 BHCKTPOKapI[I/IOFpa(I)I/IIO, BCKOPC TIOCJIC POXKIACHUA
HJIU TIPU IMMOCTAHOBKC IMArHo3a.

Jleuenne

o CornmacHO  CTaHZApPTHBIM  KapAUOJOTUYECKUM  PEKOMEHJALHMsAM, MAalUEHTBl C
BPOXKIEHHBIMU MOPOKAMU CEpALla JIOJDKHBI MPOXOAUTh aHTHOMOTUKOMPO(PUIAKTHKY 10 U BO
BpeMs JIF000H MPOIIEAYPhI, KOTOPAsi BBI3BIBACT TPAH3UTOPHYIO OaKTEPUEMHIO (HAIIpUMED, JICUECHUE
3y00B), UTOOBI MPEAOTBPATUTH NH(DEKIIMOHHBIN SHIOKAPAUT.

o Bce nmanueHTsl ¢ MOPOKOM Cep/lia I0JKHBI ObITh HAllPaBJIEHBI K IETCKOMY KapHOJIOTy

. [TokazaHus 1 METO/IbI IS OTIEpaLIUii Ha Ceplle — Te K€, YTO U B 0OLIeH MOMyIsAIuH.

Oco0eHHOCTH MOYEIO0JI0BON CHCTEMbI

CTpyKTypHbIE aHOMAJIMU MOYEK U MOUYEBBLICTUTEILHOIO TpakTa Oblin 0OHapykeHbl y 41%
nanuenToB (Selicorni ¢ coart., 2005). Haubonee pacnpocTpaHEHHON TATOJOTHEH TMOYEK MpHU
cunapome Kopuenmun ne Jlanre sBnsiercss monkoBooOpasnas mouka (Wick c coast., 1982).
[Ty3bIpHO-MOUYETOUYHUKOBEIH peduroke Obut otMeueH y 12% npereii (Jackson ¢ coast., 1993). ¥V

My>K4HiH ¢ cuaapomoM Kopuenuu ne Jlanre upe3Bbr4aifHO 4acTO 0OHAPYKUBACTCSI KPUIITOPXH3M,
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KOTOPBII MOXET BO3HHKHYTH OJHOBPEMEHHO C THIOCHAJNEH, MHUKPOITICHUCOM, W THIIOILIa3uei
moronku (Van Allen ¢ coagr., 1993).

B pannem percTBe HaOII0Aa€TCS THITOIUIA3MS ITyTKa U cOCKOB. [TosioBoe co3peBanune y 00oux
MI0JIOB MOKET HEMHOTO 3aJIep)KUBAThCS. BTOPHUYHBIX TOJIOBBIC MPU3HAKH YacTO Pa3BUBAIOTCS
HOPMAaJIbHO, XOTS IEpBUYHAs aMeHopest HaOmoaaercst y 25% sxenmud (Van Allen ¢ coasr., 1993;
Kline u Audette, 2002; Kline ¢ coast., 2007a). Y OOJBIIMHCTBA KCHIIMH OMPEACIIIOTCS
HOpPMAaJTbHBIE TIOKA3aTENIA TPH THHEKOJIOTUYECKUX OCMOTPaX U IUTOJOTUIECKIX UCCIICIOBAHMSIX.
[Ipeanonaraercs, 4To manueHThl ¢ JErKoi dopmoiri cuHapoma (eptunbHbl (Russell u coasr.,

2001).

OneHka COCTOSIHMSI MOYENMOJIOBOH CHCTEMbI

. Bo Bpems 1narHocTUKU HEOOXO0AMMO BBINOJIHUTG YJIBTPAa3BYKOBOE UCCIIEI0BAHHUE MTOYEK.
. B ciydae mH(pEKIH MOYEBBIX ITyTEH HIIM BOIPOCa O (YHKIMOHUPOBAHUH HEOOXOIMMO

IMPOBECTHU HUCTOYPETPOIrpaMMy BO BpCMA MOUYCUCITYCKAHUA.

o XKenarenbHO OTCIEKHBATh IIOJIOBOC PA3BUTHE IS OINPEACICHUS BO3MOKHOCTH
JIETOPOKIACHHUS.

Jleuenue

. Opxuponekcus 10HKHA OBITH TPOBEICHA B BO3pacTe /10 2 JIeT, B ujeane Mexay 6 u 18

MecsIIaMH, ¢ TapauIebHBIM YCTpaHEHUEM 0001 COMyTCTBYIOIIESH TUIIOCTIATUH.

° Ecnu mopoku pasBuTHA MOYEK MOPHUBOAAT K PEHUAMBHPYIOIINM  HHGEKIUIM
MOUEBBIBOJIALINX MyTeH, HEOOXOAMMO TMPOBOAUTH TEpanui0 aHTUOMOTUKAMU  W/HIU
XUPYPrUUECKUE BMEIIATEIhCTBA, KaKk B 00mel monynsamauu. OgHaKko, OMUCaHHBIE CTPYKTYPHBIC
AQHOMAJIMH MOYEK PEIKO TPEOYIOT XUPYpruuecKoro BMeaTeabCTBa.

° ['mHekonornyeckass MpakTUKa TOKAa3bIBA€T, YTO OINPEIACICHHE W CIOCO0 KOHTPOJIS
MECAYHBIX ITUKIIOB, 4@ TAKXKC CHOCO6BI HpeI[OTBpaHIGHI/ISI 6ep€MeHHOCTI/I JOJIDKHBI 6I>ITI) TaKUMU XK€,
KaK B O0IIel MOMYIISIIIHH.

° Kenmunam crapiie 18 et pekoMeHIyeTCsl MPOXOAUTh IIUTOJIOTHYECKOE 00CIeI0BaHIE
(mazku [Tananukonay) mo peKOMEHAANUSM B LEJSX 00IIero CKpUHHUHTA.

° [TonoBoe BocnUTaHUE AOJHKHO NMPEAYCMATPUBATHCSA ISl BCEX MOJAPOCTKOB U B3POCIBIX B
yueOHBIX 3aBEJICHUX, KIMHUKAX U JOMaITHe 00CTaHOBKE.

OCo0eHHOCTH COCTOSTHUA CHCTEMbI KPOBETBOPEHUSA

Anemus npu CUHAPOME KOpHCJII/II/I ne Jlanre - He PEAKOCTL U MOKCT OBITh ITOKa3aTelieM

XpOHHUYECKOTo TacTtpod3odareanbHoro pedurokca. @punc m Bunken (Fryns, Vinken, 1994)
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COOOITMIM O JBYX MAIMEHTaX C IMAHIMTOIICHUEH, CBSI3aHHOW C TSHKEIOW, CHMIITOMATHYECKON

TPOMOOIUTONICHUEH.
OuneHka cOCTOSIHUSI CHCTEMbl KPOBETBOPEHHUS

o [TonHbIil aHanM3 KPOBU SIBISETCS ONpPAaBAAHHBIM MPU HAIMYUK KIMHUYECKUX MPHU3HAKOB
AHEMUH, KPOBOTEUEHUS WIIM PELIUIUBUPYIOLIUX/ TPYTHOUZICUUMBIX HHPEKIUH.

o HeoObsicnumas anemusi JOJDKHA MOOYIUTh K TOJHOMY HCCIEAOBAHUIO >KEITYAOYHO-
KHILIEYHOTO TPAKTa U KOCTHOI'O MO3ra.

Jleuenne

. JUis mpenoTBpalieHUs WU YCTPAHEHHsS KPOBOTCUYECHHMM PEKOMEHAYETCS OllepaTUBHOE
JIeYCHHE KETyJOUYHO-TIMILEBOJHOTO pedIIroKca.

. [Tpu cumMnTroMaTn4yeckoil TPOMOOIMTONEHNH UM NAaHIIUTOIIEHUN MOKET OTpeOoBaThCs
NepeJuBaHue KPOBU UM TPOMOOLIMTAPHONU MaCCHI.

Oco0eHHOCTH KOKHBIX H3MEHEHUH NPU CHHAPOMe

MpamopHocts (Cutis marmorata) U T€HEpalIU30BaHHBIN THUIIEPTPUXO3 SBISAIOTCS KpanWHe
pacripocTpanéHHbIMU Tipu3Hakamu cuHjpoma Kopuenuu ne Jlanre. Heo6xonmMo 3aMeTuTh, 4To
BBILUIIBIBAHNE WM Y/1aJ€HHE BOCKOM M3JIMIIHHUX BOJIOC B 00JacTH cpacTaHus OpoBel U Ha Tene
B HACTOsIII€E BpeMsI IIMPOKO UCTIONIb3YEeTCS CAMUMH MAllMEHTaMH M YXaXHBAIOIIUMH 32 HUMH, 4TO
MO’KET OBITh HE 3aMEYEHHBIM IPH OCMOTpE NanueHTa. YacTto BCTpeuaeTcsl MpexkIeBpEMEHHOE
nocenenue (Kline ¢ coast., 2007a). Y 1ByX NOXUJIbIX MAllUEHTOB MYKCKOTO 110J1a Obljia ONucaHa

CKJIaaJaras nmaxuaepmus (cutis verticis gyrata).
Jleyenue

I[J'IH HCKOTOPLIX MAIIMUCHTOB MOXKET OBITH OJIE3HA KOCMETHUYECKas TCpalus Ipu runepTpruxo3e.
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