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BBenmenne

unzipoM Koprenun fie Jlanre — aTo peikas Bpox-
‘ lieHHas maronorus (OTHocuTcs K opdaHHBIM 60-
JIe3HAM), XapaKTepU3YIOIasAcsa TeM, 4TO pebeHOK
POXK/IaeTCA CO Cpa3y 3aMETHbIMM MHOXKECTBEHHBIMU CTUTMa-
MU gussMOpuoreHesa. Brocmenctsun y miajeHia obHapy-
XKMBAIOTCA ellle ¥ IPU3HAKM YMCTBEHHOIT oTcTanocty [1,2].
[TepBbIM CcHenas onucaHme CUHAPOMA KaK CAaMOCTOATE/Ib-
HOro 3aboreBaHus HeMel[Kuit Bpad B. Bpaxman B Hawame XX
B. Heckonbko nosxe neguarp us Hupeprnannos Kopuenns e
Jlanre (ne JlaH>X) Besa IByX Ma/IeHbKUX MAIlMEeHTOK, CTpaja-
IOIIMX 3TUM 3a00JIeBaHUEM, I Ha MaTepyajax HaO/IofeHnit
Hofpo6OHO omucana ero. JTa MATONOTUSA MOXET ellle Hasbl-
BaTbCsl CMHAPOMOM bpaxmaHa jie JIaHre mnm mereHepaTus-
HBIM HAaHM3MOM TUIIa «AMCTep/IaM», T.K. TPO€ JieTell C 3TUM
IMArHO30M XX1au B cromuiie Hupepnanmos.

10 -

3aboreBaHMe BCTPEYaeTCsl Y HOBOPOXKAEHHBIX C YaCTOTOI!
ot 1:30000 1o 1:10000, cooTHOILIIeHIe MaTbYMKOB U IEBOYEK —
1:1. Tun HacnefOBaHUs He YTOYHEH, M3BECTHBI CEMEiHbIe
ClTy4ay € ayTOCOMHO-PEI[eCCMBHBIM TUIIOM Hac/eoBaHuA. Y
60bIIMHCTBA OOMBHBIX KAPMOTUII HOpMasbHbI. CHHAPOM
SIBJISIETCSI TEHETUYECKI TeTePOreHHBIM, 00YCTIOB/IEHHBIM MY-
tanysamu B rede NIPBL, SVC3, Mukpopynimkanyei 10Kycos
q25-q29 xpomocombl 3. Bcero Ha JaHHbII MOMEHT U3BECTHO
6ormee 400 cnydyaeB aToro 3aboyeBaHNA B Pa3HBIX CTpaHaX
[3,4].
B mocnegHee BpeMs IpefonaraloT BNUsAHNME Ha pa3BU-
THe JaHHOJ ITaTOTIOTVN PsAJia CIeAYIINX GaKTOPOB pICKa:
1. Hanuune B ceMeliHOM aHaMHe3€ 9TOTO CUHAPOMa, T.K.
B 9TOM CITy4ae (ec/u IpefnoIoKeHne O PerleCCUBHOM
criocobe Iepefaun reHa BEPHO) BO3MOXKHOCTD IIOSIB-
JIeHNA CIefyIoIero pebeHka ¢ maToMoruell COCTaBIA-
eT 25%.

MeanumMHCKUI BeCTHUK KOra Poccum
Medical Herald of the South of Russia
2018;9(2):110-115



KIMHUYECKIA CITY YA

O.A. byraenko, T.A. Cuporuenko, I.I. bongapenko, M.M. BenbkoBckas

CMHIAPOM KOPHEJIVIM JE JTAHTE: KIMHUKA, IMATHOCTVKA, TEYEHME

(CTTYYAM U3 TTIPAKTUKI)

2. CremneHb BepOATHOCTY MTOBTOPEHMs CUTYaIlMU B OfiU-
HOYHBIX 9IM30[aX IPU OTCYTCTBUY XPOMOCOMHBIX
MyTaLNIi Y POSUTENIEN TeEOPETUIECKM paBHa 2 %.

3. IIpeobpasoBaHMs XPOMOCOM MOTYT BO3HUKATH BCTIEf-
CTBME TsDKENBIX MHQEKUMII M MHTOKCUKALUIL, Iepe-
HeCeHHBIX Oyfyleil MaTepbio B IIEpBble TPM Mecsla
OepeMeHHOCTH, OOOYHBIX JeNICTBUII XMMMOTEPAIIeB-
TUYECKNUX JIEKAPCTBEHHBIX CPEACTB M HEKOTOPBIX (u-
3M0TepaNeBTUYECKIX IPOIeRyP.

4. TeHHBIM MyTalUMsAM MOIYT CIIOCOOCTBOBATb 3HJO-
KPMHHbIe 3a60/IeBaHIsA MaTePU U PafMali.

5. ConupHbIl BO3pacT OTHA pebeHKa, MM60 MaTepuH-
ckumit Bo3pact 6oree 35 jeT.

6. Matp 1 oTel; — KpOBHbIE POJICTBEHHNKIN.

B xamHMYecKolt KapTUHe CUHAPOMA BBIJIE/IAIOT CIeHYyI0-

11I/ie OCHOBHBIE IPM3HAKIL:

o «IIPUYYAIMBOE JIUIIO», & MMEHHO TYCTOIl /1 HOBO-
POXJIEHHOTO BOJIOCSIHOJ MOKPOB T'OJIOBBI, COEMHEH-
Hble OPOBM U [IMHHBIE 3aTHYTble PECHMUIIBL, flehopMa-
L5 YIIel ¥ MaJeHbKUIT HOC C OTKPBITBIMU CIIepef
HO3[psIMM, OONIBIION HOCOTYOHBI (PUIBTDP, TOHEHb-
Kasl KpacHas KaiiMa BepXHeli IyObl, ONyIlleHHbIE YTOI-
K1 ry6;

o Mukpoledanusa roroBHOTO MO3Ta;

o Opaxnnedamis (yMeHblIeHNe BBICOTBI Yepelra C OffHO-
BpeMEHHbIM yBeIMYeHeM er0 TOPM30HTaIbHOTO pas-
Mepa);

e IIATOJIOTUY ITOJIOCTY PTA M HOCOITIOTKM (aTpe3ns XOaH,
apKoobOpasHoe HebO ¢ pacliennHol, cbon B mporiecce
IpOpesbIBaHNA MOTIOYHBIX 3YOOB);

o pmuchyHKumy 3penus (cTpabusm, HapyiueHst GOPMBbI
XpyCTa/inKa, pPOrOBUIBI I7Ta3a, OM30PYKOCTh, aTpO-
b1 3pUTENPHOrO HepBa);

o YKOpPOYEHHBbIe KOHEYHOCTI I JPYTHUe UX aHOMATINY;

o «MpaMOPHBIIT» PUCYHOK KOXU;

o 3aJIep>kKKa ITOI0OBOTO PAa3BUTMHS;

o TUIEPTPUXO3;

 3MU30AMIECcKas CyOPOXKHASA TOTOBHOCTD, TUIIOTOHYC,
TUIIEPTOHYC MBbIIIILI;

o Kap/MKOBOCTD;

o YMCTBEHHas OTCTa/JIOCTb PA3HON CTemeHM (OT He3Ha-
YNUTENTbHBIX OTKJIOHEHWII OT HOPMBI (PefKo) 0 ONlu-
roppernu 1 MMOEUMIBHOCTI B GO/MBIIMHCTBE CIyda-
eB [5,6,7,8,9].

ITepBble mpusHaky 3a00TeBaHNA BU3YaTbHO 3aMETHBI
yXe Y HOBOPOXKJIeHHbIX. KpoMe BHeIIHMX 0COOeHHOCTeIl,
obpaijaeT Ha ce6s BHMMaHMe MaTeHbKIUI Bec pebeHKa Ipu
POXKIeHNH, KOTOPBIN cocTaB/AeT 2/3 Beca 3[[0pOBOTo pebeH-
Ka, POAMBIIETOCS Ha AHAJIOIMYHOM CpPOKe OGepeMeHHOCTH.
JIJ11 HOBOPOX/IEHHBIX XapaKTepHO Ha/lN4le pPecIupaTop-
HOTO AMCTPeCcC-CUHAPOMa U3-3a CHenM(pIIeCKOro CTpOeHMsA
HOCOIJIOTKM, II09TOMY B aHaMHe3€ y 3THUX IIalleHTOB Peru-
CTPUMPYIOTCA YacTble MH(EKIMOHHO-BOCIAINTENbHbIE 3200-
JIeBaHNUA AbIXaTeNbHBIX ITyTelt [6,7,8].

IIpr BCKpBITMM yMepUIMX OOMBHBIX OOHAPY>KUBAIOTCS
pasHooOpasHble fleheKThl TOJIOBHOTO MO3ra (HefopasBuUTIe
HIVDKHEN JI0OHO U3BU/IVHBL, pacumpeHne Xenygo4KoB, [Iuc-
IUIa3MA Y TUIIOIUIA3YA M3BUIVH), TUCTOJIOIMSA HEPEIKO IIO0Ka-
3bIBaeT BBIPAKECHHYIO IIONEPEYHYI0 MCYEPUYEHHOCTDh Helpo-
HOB BHEIITHETO 3€PHICTOTO C/I051 KOPBI GOJIBINNX IOy Pt
U PacCTPOIICTBO TOTOrpaduy HEIIPOHOB MO3KeUKa.
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Donee 4em B IONIOBMHE BCEX CIy4aeB aMCTePHaMCKO-
My HaHU3MY CONYTCTBYIOT fileGeKTbl B CTPYKType ceprhla
(aopronerouHoe OKHO; He3apallleHHas [ePeropofika, paspe-
JIAOLIAs KaK IIpefcepans, Tak 1 JKeTy[O4KHU, YaCTO B KOM-
OMHAIMYU C COCYAMCTBIMU HapylleHusamy; terpaga Pamo),
nedektsl B crpykrype JXKKT (B 0CHOBHOM, HapylIleHUs MO-
BOPOTa KUIIEYHMKA), MOYEIIONIOBON CUCTEMbI (KMCTO3HBIE
06pa3oBaHA I0YEK, OfTHOYHBIE 1 MHO>KECTBEHHbIE, MHOIZIA
HOAKOBOOOpa3Has MOYKa M TMAPOHePPOTUIECKIe ee U3Me-
HeHsA, KPUIITOPXU3M, AByporas Marka) [9,10].

9To 3ab01eBaHMe, XapaKTepHU3Yyolieecs MHOXKXECTBOM Jie-
(bexToB pasBuUTHSA, ABAETCSA II0 CBOEI CYTH ITOKA ellle He pac-
KPBITOJI T€HeTUYECKOil aHOMa/uell, KOTOpas HauMHAETCA B
nepuoy, Gopmuposanus ambpuoHa. IIpomecc, 3amyIieHHbI
[ATOT€HHBIM (aKTOPOM, MPOAO/DKAETCS U YCYTyO/sieTcs: B
Jla/IbHeIIIIIeM, II0C/Ie POKIEHNS peOeHKa.

BoiendAoT ABa BapMaHTa CUMHJpPOMA: KIaCCUYECKMIL, CO
3HAYNMTENbHON 3aJeP)KKOI (PUSUUECKOTO U MHTE/IEKTYaslb-
HOTO Pa3BUTHA, IPyObIMM IIOPOKAMM PasBUTHSA, ¥ CTEPTHIIL,
C JIMLIEBBIMM ¥I MA/IBIMJ CKe/IeTHBIMY aHOMA/MAMMU, HO IO-
TPAaHNMYHON 3aIeP>KKOII IICUXOMOTOPHOTO DPasBUTHUS M OT-
CyTCTBUEM TpyObIX IOPOKOB. [MarHo3 yCTaHaBIMBAKOT Ha
OCHOBaHMY (EHOTNUIIA, UCCTIENOBAHMA KaPUOTUIIA U METOIOB
LIMTOTEeHETUYECKOTO aHanmm3a [2,6].

Crrenmdunyeckoro nedeHns He cyuectsyeT. [IpyMeHAIOT
HellpoMeTabomuecKne, HOOTPOIIHbIE IIperaparsl, BUTAMU-
HbI, CMIITOMATIYECKYIO TepaIlnio, KOPPEKIUIO TOroHefde-
CKYI0, IICUXOJIOTMYECKYIO.

IIpodpunakruka

[TpodmmakTukoit cuHgpoma, HakTOpsl BO3HUKHOBEHMS
KOTOPOTO TOYHO He yCTAaHOB/IEHBI 3aHMMAThCs CIIOXHO. Of-
HAKO C y4YeTOM M3BECTHBIX MCTOYHMKOB TEHHBIX MYTALMil
MO>KHO PEKOMEHJIOBATb B Ka4eCTBe MPO(IIAKTUYECKUX MeP:

o IpeNOTBpAllleHNe 3a4aTysl [eTeil OT MaTepu U 0TI,
SIBJISIIOLUXCS] KDOBHBIMU POJICTBEHHIKAMI;

o TIIATeNIBHO 00C/IeNoBaThCsI B CIydae BO3MOXXHOCTHU
[I03JHEr0 MAaTePUHCTBA U OTLIOBCTBA;

o 0OepeMeHHBIM >KEHIIMHAM CJIefyeT m3beratb 3apaxe-
HUSI BUPYCHBIMU MH(EKIMAMU, 0COOEHHO B IIEPBOM
TPUMECTPE, a B CTydae 3apakeHIisI, IPYMEHSTH JIeKap-
CTBEHHYIO TePAINNIO TOJIBKO I10 Ha3HAYEHNIO BPayda;

o OKEHINVHBI M MY)XUYMHBI, B CeMelHOM aHaMHe3e KO-
TOpBIX ObUIN cnydan cungpoma Kopuemun ne Jlanre,
00513aTe/IPHO [O/DKHBI IIOCETUTh MENVKO-TeHeTIde-
CKYI0 KOHCY/IBTALINIO;

e BO BpeMs 0epeMEHHOCTU >KEHLIMHAM, B CEMENHOM
aHaMHe3e KOTOPBIX HAOIIONANNCh CIyYayu CUHEPOMaA
Kopuermu pe Jlanre, 06s13aTebHO HYXXHO 00C/Iemo-
BaTbCsI HA HA/IMYNE IPOTENHA-A TJIa3Mbl KPOBIL.

IIpornos

ITpOfO/MKUTENPHOCTD XXU3HY 3aBUCUT OT MHOIMX (ax-
TOPOB, IJTABHBIMM 13 HUX MOXXHO Ha3BaTb CTENEHb TKEeCTU
MTOPOKOB XM3HEHHO BaKHBIX OPraHOB, VX PAaHHIOK IVaTHO-
CTUKY M Ka4eCTBO XMPYPIrU4eCKINX BMENIaTeIbCTB IO UX JINK-
BUJIAIIUN.

IIpn anHOManuAX pasBUTHUS, HECOBMECTUMBIX C >KU3HBIO,
pebeHOK yMupaeT Ha IepBoIl Hefjere )KM3HU. B crydae nx He-
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3HAYUTENTBHOCTU WM CBOEBPEMEHHOTO YCTPaHEHUA XMUPYp-
IMYeCKMM IyTeM, 6071bHOI ¢ crHppoMoM Kopuenun pe Jlan-
re MOXeT IIPOXXUTb HOCTATOYHO Joiro. IIpornosmposanne
OCJIOKHSIETCSI OTCYTCTBMEM CONPOTHB/ISIEMOCTY OPraHM3Ma
OOJIBHBIX C JAHHBIM CUHPOMOM OPAUHAPHBIM, HEOIIACHBIM
It OOBIYHBIX JHOfel MHPEKUAM, HAIpUMep, BUPYCHBIM,
KOTOpBIE TOYKE CTAHOBSTCS MIPUYMHOI PaHHEe CMEPTH TaKUX
6O0/IbHBIX.

CpenHsst NpOJO/DKUTEIBHOCTD KUSHU — IIPUMEpPHO 12-
13 net, MO HEKOTOPBIM MCTOYHMKAM 60/IbHBIE CO CTepToN
dopmoit 3aboneBaHNA WM YHAYHO NPOBEJEHHBIMU OIepa-
LUAMA II0 YCTPAHEHUI0 JepeKTOB PasBUTHA MHOTHA [JOXKMI-
Ba/Iu IO IATOTO-LIECTOrO JecATka et [1,2].

Knunmyeckuii cmyvait

Omexynbl 60mbHOrO P., 15.10.2000 I.p., BIIepBble 0OpaTn-
JIVCDH 32 TIOMOIBIO B PECHYOIMKAHCKYIO IETCKYI0 OOMbHMILY
r. JIyrancka ¢ >xanmobaMu Ha 3afepKKy GpU3N4ecKoro u yM-
CTBEHHOTO Pa3BUTHUs Y peOeHKa, CHIDKEHe allleTITa, IepU-
OfiMYecKIe CyJOPOXKHbIE IPUIIAJIKU, B3YTUE U YBETMUYEHNUE
B 0ObEMe XKUBOTA.

VI3 aHaMHe3a >Ku3HM OOJIBHOTO M3BECTHO, YTO MaIb4MK
POAMIICA OT TpeTbelt 6epeMeHHOCTH, IPOTeKaBIIell Ha (oHe
3710ynoTpebIeHns ankoroaeM, III CpOIHBIX POIOB, C MACCOI
tena 2800 I., I/IMHOI — 52 €M, OKPY>KHOCTbIO TOTIOBBI — 33 CM,
OKPY>KHOCTbIO IPy/it — 32 CM, OL|€HKOI1 110 1IKajie Anrap —
8. Ilepuoy, HOBOPOX/IEHHOCTH NPOTEKa! Ha (hOHE 3aTSIHYB-
mIecs (’pmsnonormqecxoﬁ JKENTYXI. Pebenok Haxommics Ha
TPYAHOM BCKapM/IMBAHUMU JIO 2-X MecCAILleB, 3aTeM — Ha IC-
KyCCTBEHHOM (KOpoBbe MOJIOKO). Ha IepBoM romy >KusHU
vacTo 6oren nmpoctyaHpiMu 3abonesaunsamu (OPBU), Benep-

CTBUE 4ero peGeHOK MOIy4yasl BaKIMHALMIO C OTCTaBAHUEM
OT KaJIeHJaps IPUBMBOK.

MajbuuK NPOXKMBAlT B COLMATbHO-HEOIAromoNyIHO
ceMbe, IT7ie MaTh ¥ OTeL] 3/I0YHOTPeO/Isin aKoroneM u 6po-
ISDKHIYAII.

HeonHoKpaTHble IMOMBITKM YYaCTKOBOTO IlefuMarpa Ha-
npaBuTh pebeHka Ha ob6cnepmoBanye B LIPB x Bpauy-micu-
XMaTpy U HEBPOIATONOTy KaTeropuMYecKu OTKIOHAMNCD. B
Bo3pacTe 1 roja mocie 0OCMOTpa JE€TCKUM HEBPOJIOTOM ObIT
BBICTAB/ICH AMATHO3: TUIIOKCUYECKM-MIIEMIYECKOe IIopaxe-
e 1THC, mepmnaranbHO 06ycroBlIeHHOe, Tuapouedans-
HBIII CUH/IPOM, 3afIep>KKa IICUXOMOTOPHOTO PasBUTHUA.

B 4-nmeTHeM BO3pacTe XMPYypraMy JUAarHOCTMPOBAHA Jie-
KOMIICHCMPOBaHHasA BPOXKAEHHAsA IIATONOIMA KUIIEYHMKA
(meragonmxokonon) Ha ¢one guctpodun III crenenn n ru-
neprpuxosa. V3-3a yacteix OPBV Tonmpko uepes 6 mecsnes
IpOU3BefieHa IEBOCTOPOHHSIA TeMIKONISKTOMMA 110 PebeliHy.

O6bexTuBHBII cTaTyc: poct — 125,3 cM (-5,1 curmainp-
HBIX OTKJIOHEeHMIT), Macca Tenma — 11 xr 900 r. (MIMT=7,4,
<3 HepUeHTWIN [T COOTBETCTBYIOUIETO IIOIa ¥ BO3PACTa).
ITponyKTMBHOMY KOHTAKTy He JOCTYIEH, pedb He Pa3BUTA.
Ha ofpaujeHnyio K HeMy peub He pearupyer. VIHCTpyKuuu
He BBIIONHsET. VIHTe/UIeKTyaIbHO-MHeCTu4ecKue GyHKIuu
PasBUTBL MO ONMUTO(PPEHNYECKOMY THUILY, COOTBETCTBYIOT
BeIp@KeHHOI nMbeuynpHocTn. Cebsi He obcmyxuBaer. He
BCTaeT, He XOfIUT, MOMb3yeTcsA ropimkoM. EctT mpyu momoru
MEJMIHCKOrO IIepcoHama. Habogaercs snmsonmdeckas
CYHOPO>KHasl TOTOBHOCTb.

Ko>xHble ITOKPOBBI «MPaMOPHOI» OKPAacKM, BBIpaXKeHa
BEHO3Has CeTh Ha IepefHell OpiourHoit creHke. OTMedaeTcst
YpesMepHOe OBOJIOCEHNE BCero Tena, 6pOBU I'yCThbIe, IYCTO
BOJIOCSTHOJ ITOKPOB TOTIOBHI (puc. 1).

Pucynok 1. ®eHoTnnmueckne ocobeHHoctu pe6énka c cuagpomom Kopuennu ge Jlanre.
Figure 1. Phenotypic features of a child with Cornelia de Lange.
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Jedbopmanyst yureir u ManeHbKII HOCUK, GOIBLION HO-
coryOHblil GUIbTP, OTHOCUTENTPHO TOHKAsi KpacHas KaiiMa
BepXHell Ty0bl, yrolKi Iy6 omyIneHsl. SI3bIK BIaXKHBIt, 00-
JI0XKeH Oe/IbIM Ha/leTOM.

Juctpoduss MBI C BbBIPQXEHHBIM TMIIEPTOHYCOM B
BEPXHUX M HIDKHUX KOHEYHOCTSX, fepopMaius TPYRHOI
KJIETKY, KUCTY HETPOIOPLMOHAIbHO 6obIune (puc. 2).

IIuToBMAHASA XKe/le3a He yBelndeHa, MATKO/IaCTUIeCKO
KOHCYCTeHIN, 6e360/1e3HeHHast py nanprannu. [IpxaHne
PUTMIYHOE, BE3UKY/sApHOE. YacToTa AbIxaHuii — 18 B MuHy-
Ty. ToHbI cepyiita — puTMmMdHBIe, ACHBIE. AJl — 90/60 MM. pPT.
ct. JKuBot yBenudeH B o6beMe, B3IYT, HEPUCTANIbTUKA YCHUIe-
Ha. [Teyenn BbicTymaeT Ha 3,0 cM u3-mop pebeproit gyru. Cryn
Kalnieo6pasHbIil, 0OMIBHBIIL, 3/I0BOHHBII, 10 3-4 pa3 B CyT-

Pucynok 2. ®eHoTunmnyeckue oco6eHHOCTH pebéHKa ¢ cuagpomoM Kopuemun pe Jlanre.
Figure 2. Phenotypic features of a child with Cornelia de Lange.

Pucynok 2. ®PeHorunmyeckue oco6eHHOCTH pebéHKa ¢ cuagpomoM Kopuemun pe Jlanre.
Figure 2. Phenotypic features of a child with Cornelia de Lange.
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ku. [luypes He HapyleH. [IonoBoe pa3BuUTIie COOTBETCTBYET
I cragym mo Tanmmepy (F1, P1, Ax1, G1), o6beM Andex —
4 cM, IaMHA TIOI0BOTO YieHa — 3 CM, MHAEKC MAaCKy/IMHM3a-
nun = 1,8, 9TO COOTBETCTBYET HOMyOepTaTHBIM 3HAYEHVSM
(puc. 3).

Pe3ynbTaThl 1a60PATOPHBIX MCCIEHOBAHMIL:

O6mmit ananmus kposu: Hb — 112 r/1, meiikounuter —
5,8 r/n, spurpouutsl — 3,7 r/1, CO9 — 3 MM/4.

OO6uuit aHamM3 MOYM: L[BET CBET/IO-XKENTHIN, MPo3pad-
HOCTbh — IIOJIHASA, IJIOTHOCTD 1015, armTenuit IoCcKuit ef. B
I1071€ 3PEHIsL, IeIKOLUTHI €fI. B I107Ie 3PEHISL.

OpasbHbIIT TECT TOIEPAHTHOCTI K YIJIEBOAAM: ITIMKEMUs
HaToIlaK — 4,5 MMOJIb/I, 4epes3 2 yaca — 4,3 MMOJIB/JL.

Kammit — 3,64 mmonb/n (Hopma 3,5-5,3), HaTpuit — 136,5
MMonb/n (Hopma 135-148), Kaabumil MOHM3MPOBAHHBIL —
1,24 mmorns/n (Hopma 1,13-1,31), obumit xonecrepun — 4,98
MMonb/n (HopMa 7o 5,2), tpurmnuepupasl — 1,0 MMOmb/n
(nopma 0,56-1,67), MmoueBMHA KpOBK — 2,6 MMO/IB/ (HOpMa
2,5-6,43), kpeatuunH kpoBu — 0,059 Mmornb/n (Hopma 0,035-
0,124).

MHCTpyMeHTa/IbHbIE MCCIEOBAHI:

IKI — purm cunycosbiit. IKI' pacronosxeHa BepTuKaib-
Ho. CuHyCOBas TaxmMKappus, HapylIeHre MeTabommuecKux
IPOLECCOB B MIOKAp/ie.

IOT: aNMMaKTUBHOCTD He 3apeTUCTPUPOBaHa.

PeHTreH KycTell pyK — KOCTHBII BO3PacT COOTBETCTBYET
8 romam.

Y3/ opraHoB OpIOIIHOI [I0/IOCTH, 3a0PIOIIHHOTO IIPO-
CTPaHCTBAa — IIPM3HAKY TelaTOMETa/lny, HEeloIHOe yIBOe-
HIL€e JIEBOII IIOYKM.

Y3V muTOBUHOI >Keye3bl: JKelie3a PacIoIoXKeHa B THU-
IITYHOM MecTe, He yBe/I4deHa, KaIlcy/la He yIUIOTHEeHa, OfIHO-
POJHOI 3XOCTPYKTYpPbl, 00beM JKefesbl 10 MeToxy Brunn:
npasas ot — 2,02 cm®, neBast — 2,05 cm”.

ITpoBeneHbI KOHCY/IbTALIUN CIEI[VATIVICTOB.

Oxynucm: OVl — cIloKoJiHBI, I/Ta3HOE THO — AMCKU 3pU-
TE/IbHBIX HEPBOB JIeKOJIOPMPOBAHBI, Y€TKIE, COCYAbI 0ObIY-
Hble. (ITpuMmedaHme: TeKomOpupoBaHUe AMCKOB 3PUTENbHBIX
HEPBOB BCTPEYAETCSI IIPY Pas/IMYHbIX HAC/IE[CTBEHHBIX 3a00-
JIEBAHMSX U OTPAXKAET HauMHaomyocs arpoduo I3H).

Tenemux: KapyoTUIMpoBaHue — Habop XpomocoM 46X,
nonoBoit xpomatun — 0 %. 3axmodenne: cunipom Kophe-
nmu pie JlaHre, 3ajiep>KKa ICUXNYECKOTO Pa3BUTUA.

IHOOKpUHOOZ: 3aliep>KKa (U3NYECKOro pasBUTHA, Ha-
HV3M, BTOPUYHBII TUIIOTOHA/U3M.

Jlozoneo: obmiee Hepopassutue peun I1-1II ypoBHs.

Cypoonoe: [BYCTOPOHHSS HEPOCEHCOPHAsl TYrOYXOCTb
II-TII cT.

Hegpornoe: HerionHOe yABOGHME JIEBOII ITOYKIL.

Kapouonoe: Bropuunas myuokappuonucrpodus, CH L.

Hesponoe: meTckmit liepeOpa/nbHbLl MApannd pe3nupy-
QJIPHOTO T€He3a, CTOMKasl PEMICCS, CTOMKIe BBIPayKEHHbIE
ABUTATeTIbHBIE PACCTPOIICTBA, TPybas 3ajepikka MOTOPHOTO

JINTEPATYPA

1. Kosnosa C.J. lemnkosa H.C. HacnedcmeenHuvie cunopomul u
Mmeduxo-eenemuteckoe koncynomuposatue. — M.: KMK, As-
TopcKas akafgemus; 2007.

2. Dbapamrnes [0.11., baxapes B.II., Houkos I1.B. JJuaenocmu-
Ka U sledeHue BPOIOEHHDIX U HACIEOCMBEHHbIX 3a0071e6aHUI
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U IICMXOpeYeBOro pasBuTuA. BpoxpaeHHas ruppouedanms.
OIMIENTUYECKNIT CMHAPOM Pe3VIyalbHOrO TeHe3a.

Xupype: Bpox/ieHHasg aHOManMA TONCTOTO KUIIEYHUKA,
TUIIOKMHETUYECKUIT TUIll, CyOKOMIIeHCHpoBaHHas ¢(opma
(CIIO 2005 rop). BropyyHbIit XpOHMYIECKNUIT KOJINT.

O6c¢y:xaeHne

Ilo pesynmvmamam 00cned08amus ycmanoeneH KuuHude-
ckuti Ouaeros: Cungpom Koprenuu ge JlaHre Kmaccmaeckast
¢dopma. 3amepxka GpU3NIECKOTO PasBUTHS, HAHU3M TeHETHU-
yecKy 00yC/IOBIEHHbIIL. 3a/iepyKKa II0JI0BOTO PAa3BUTHS, BTO-
PUYHBI TUIIOTOHAJU3M. BpojkaieHHas aHOManusA TOJCTOTO
KUIICYHNKA, TUIIOKMHETNYeCKUI TUII, CYOKOMIICHCUPOBaH-
Has ¢popma (CITO 2005 r.). BropyyHBII XPOHIIECKUIT KOTINT.
Jetckuit nepebpaibHbIl HMapaand, pe3nuiyaJbHOrO reHesa,
CTOVIKas PEMMCCUSA, CTOMKME BbIPa)KEHHbIE [BUTATe/IbHbIE
paccTpoiicTBa, rpybas 3agep>Kka MOTOPHOTO U IICHXOopeye-
BOTO pasBuTUA. BpoxienHas rupponedanysa. dnuientude-
CKMil CMH/IPOM pe3M/yalbHOTO reHesa. BropuiHas Muokap-
nuopycrpodus, CHI. HemonHoe ynBoeHue n1eBoit OYKIL.

ImaBHaA 3afaya Tepammym — yBeMMYEHNE IPOFOIKU-
TE/IBHOCTY 1 YIy4lleHNe KadecTBa )XMU3HU, JeeCIoCOOHOCTH
MalMeHTa, CHIDKeHMEe NpOoABAeHMit cuMmnToMaTuku. Ila-
IVIEHTY IPOBOAYUIACH KOPPEKIVUA IPOTUBOCYROPOKHBIMU
npenapatamy (ilenakuH, OMHIENCHH) MUOpPEeTaKCaHTaMy
(Myupoxanm), HOOTpomHbIMM Hpenaparamn (dpeHnbyT), Me-
tabomyeckuMu cpepcrtBamu (puboOKcuH, acmapkam), ¢dep-
MEHTHBIMM HpernapaTamy (IIAHKpeaTyH), HIpOOMOTHKaMH,
rernaTonpoTeKTOpaMM, OIMBUTAMIUHAMY, aHA0OINYECKIMU
creponpamy. Taxoke HasHayasCsAd KOMIUIEKC j1edebHOI (us-
KyZbTYPBbI, MacCax.

B karamHe3e B TeueHue 2 jIeT HAOTIONEHMS: PEMUCCHs
¢debpunpHbIX cygopor — 30 MecsiIeB, J4acTble OCTpbIe pe-
crimparopHble MHGEKUUM 10 6 pas B TOf, CHIDKEHNE CIyXa.
ITporpeccupoBanue KOTHUTUBHON HEJOCTATOYHOCTH HE OT-
MeJaeTcs.

3akmroueHne

IIpuBeneHHbINI KIVMHMYECKUI CIyYail IIOATBEPKaeT He-
00XOAMMOCTh TIPOBENEHNsI KOMIUIEKCHOTO O0O0CIefoBaHMs
eTell ¢ 3aePXKKOIT HU3NIECKOTO, ICXOPEUEBOro U IOTOBOTO
passutus. Opdanuble 3a00/1eBaHNs ABISIOTCSI MYIbTHUINC-
LVUIVIMHAPHON PO6/IeMOit, TaK KaK B IMaTOTOTMYEeCKII IPO-
1[eCC BOB/IEYE€HbI HECKO/IBKO OPraHoB 1 cucTeM. CBOeBpeMeH-
Has JMarHOCTHKA, JIeueHMe M KOPPEKIMOHHbIEe MepOIIpUATHUA
MI03BOJIAT YMEHDIINTD KIMHIMYECKIUE IPOABIEHNA, YIy4YIUTD
Ka4eCTBO YKM3HI ¥ COLMa/IbHYIO a/JalITallMIO IallYieHTOB.

Hccnedosanue He umeno CNOHCOPCKOL  NOOOEPHKU.
Asemoput 3a567510m 06 omcymcmeuu KOHPAUKma uxmepe-
cos.
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