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Chnapom Mpasepa—Brny

Camgpom Ilpagepa—Bumm
o E.B. llagnosekas, T.B. Crpokosa, A.I'. Cypkos
HHUU numanus PAMH

Psa reHeTMUECKHX CUHIPOMOB COMPOBOXAAECTCS PA3BUTHEM MOPOUIHBIX (hOPM OXUPEHUS yXKe B
TTOIIIKOJILHOM Bo3pacTe. Pe3ko BeIpaxkeHHOE OXKMpPEHUe Y IeTei TpebyeT yrryGIeHHOro 06¢enoBa-
HMS U UCKJTIOYSHUST TeHEeTUYeCKMX MMPUIMH 3a0ojieBaHus. B ctaThe pazdoupaeTcs cirydail MOpOMI-
HOT'O OKMPEHMsI Y MOAPOCTKa ¢ cuHapomoM [Ipanepa—Buim.

Karouegule crosa: reHeTUUECKME CUHAPOMBI, cuHpoM [1panepa—Buiiu.

Huxkwura J1., 16 sieT, BriepBble IIOCTYITWI B OT-  IIEPBOHAYAJIBHO PACLEHEHO KaK 3K30reHHast
JIeJIeHUe TeauaTpUIecKOi NMeTOJIOTUM KJIM- WHTOKCUKALus (B KBapTUpE IPOBOIUIICS
nuku HUUM nuranus PAMH B mae 2008 . peMoHT). B Bo3pacTte 3 mMec HEeBpOJIOroM ObLI

Anamue3 xu3HH. PeOeHOK POXIIEH OT BTO-  BrepBble 3armono3peH cunapom Ipaxepa—Bui-
poii HOpMajIbHO NpoTeKaBlleil GepeMeHHOC- gm (CTIB) Ha ocHOBaHMM (HEHOTUITMUYECKUX
TU, BTOPBIX CPOYHBIX CTPEMUTENBHBIX POAOB.  mpu3HakoB. C 10 Mec y MabuMKa PE3KO MOBbI-
Macca tena npu poxaeHuu 2850 T, pocT 49 M. cuice anmeTuT, co CI0B MaMbl, OTCYTCTBOBAJIO
PaHHMiI HeoHaTaTbHBIA TIEPUO TIPOTEKAN OE3  yyBCTBO HACBIIIEHUS. JMarHo3 6buUl MOJ-
NaroJIoTMM, M3 POIOMA BBIMCAH Ha 5-W  tepxkaeH B Bospacte 1 rox 8 mec B ATKB Ne 13
AeHb. [pynHoe BckapminBaHue 1o 1 mec, o-  yv. H.@. dunarosa. C paHHEro Bo3pacra Ha-
CJie YETO B CBSI3U C TMITOTAIAKTUEH Y MaTePU  Griomannuch M3OBITOYHAS npubaBKa B Bece,
nepeBelieH Ha ananTupoBaHHyio cMech. [1po- MaJIONOABUXKHOCTb, MOBBILIEHHBINA AaMIeTHT,
¢bunakTnyeckne NPUBUBKU MPOBOIMIUCH MO CKIOHHOCTH K MOCTOSIHHOMY TMOMCKY ITHIIIH.
MHINBUIYAIbHOMY rpaduky. HepsHO-nicuxu- B 2000 u 2001 romax MPOBOAMJIACH XUPYpIruye-
yeckoe pasButue ¢ orcraBaHueM. C 1,5 JeT  cgaq KOPPEKILMsI KPUIITOPXU3MA. 3a Mocie/-

CTpajiaeT GPOHXMAIBHOM aCTMOM, € 5 €T —  yye 2 roga OTMeuaeTcs pe3Kasi PUOABKa Mac-
aTOMMYECKNM JAepMaTUTOM. JIeKApCTBEHHAs i rema: B 2006 . — 92 k& B 2007 & — 122 K.

: ) ) . )
aJUIeprus Ha MeHULMIMHBL, Lepe6pOIn3UH.

HaceacTBeHHOCTb OTSTOIIEHA 110 aJJIEPTH -
YyecKoil marojiorun (OpoHxuajdbHasg acTMa y
Jefa 1o MAaTepUHCKON JMHMM, MOJUIMHO3 M
ATOMMYECKUIl IepMATUT Yy CTapllero opara),
OOMEHHOI TIaTOJIOTUM (OXHUPEHHE, apTeph-
aJbHAsT TUIIEPTCH3US W IIUPPO3 TIEUeHN y 0a-
OYIIKY 1O JIMHUU OTLA); PEBMaTOUIHbBIN apT-
puT y 6a0yIIKM TTO0 MaTePUHCKOM JIMHUU.

Anamne3 3a0oJeBanud. B Bo3pacre 2 Hef OT-
MeYayioCh yXyAllIeHue OOILEro COCTOSIHUS, KO-
TOpPOE TIPOSIBIISIIOCh CHIKCHHUEM alllleTUTa,
BSIJIOCTBIO, YTHETEHUEM Pe(dIIEKCOB, a TaKke
cHIKeHueM Macchbl Tena. CocTosiHue ObLIOo

Juety He cobmogaeT (KOHTPOJb CO CTOPOHBI
B3pOCJIbIX HEIOCTATOUHBIN), (pU3nuecKast ak-
TUBHOCTb HU3Kasl. ApTepuajibHOE JaBJIeHUE He
KoHTpoaupyeT. B 2007 1. rocnutanu3upoBaics
B TymmHckyto AI'KbB ¢ nuarHo3om: 3K30reH-
HO-KOHCTUTYLIMOHAJbHOE oxupeHue IV cre-
neHnu; cuHapoM Ilpamepa—Bunnu; rumoroHa-
JMOTPOIHBIN TUIMOTOHAAU3M; OpOHXMATbHAS
acTMa, MeXITPUCTYITHbBIN IMepyo.

IIpu mocTymieHnH MpeabsBIISIET XKaao0bl Ha
TOBBIIICHHBIA aIllMeTUT, 00U B CIIMHE U HO-
rax, OBICTPYIO YTOMJISIEMOCTbh, OMBIIIKY, ILJIO-
XYIO0 TIEpEHOCUMOCTh (DU3NYECKOI Harpy3Ku.
CocrosiHUe cpenHeil TskecTu. Macca Tena
Konmaxmnas unghopmayus: Tasnosckast Enena Bsiue- 154,6 x1, pocT 163 cM, MHIEKC MaccChl Teja
cllaBOBHa, elena_pavlovsky@rambler.ru 58,3 KF/M2 (99-11 mepueHTUIb), OKPYKHOCTh
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Buemrnuii Bug namuenTa Jl.

Tamum 160 cM, okpykHOCTB 0eaep 133 cM. O6-
palaroT Ha ce0s BHUMaHWEe (PEHOTUITMICCKIE
0COOEHHOCTU (PUCYHOK): MaJleHbKME pa3me-
PbI KUCTE W CTOII, Y3Kasl IEPEHOCULIA, MUH-
naneBuaHas popma rias.

KoxHble MOKpOBBI 0JIeIHO-PO30BbIE, Ha
KMBOTE W B ITOOMBIIIIEYHBIX 00JIacTsIX — Oar-
pOBBIE CTPUM, B HIDKHEM 4YacTH TIepemHei
OPIOIIHON CTEHKU — TUIEPEMUS] U YIUIOTHE-
Hue Koxu. Koxa Ha rojieHsix cyxasi, Tuiepe-
MUpOBaHHasl, ¢ aBleHusIMU aTpoduu. Ha cro-

Max, B MEXIMaJIbIIEBbIX TPOMEXKYTKAX — TUIIe-
peMusl KOXH, IJIacCTUHYATOE IICIYIICHUE.
IMonkoxXHO-XKMpoBasl KJIeTyaTKa pa3BUTa W3-
OBITOYHO, pacIpenejicHa paBHOMepHO. Bripa-
JKEHHBIC OTCKM B HIDKHEN YacTW IIepemaHei
OPIOIIIHOM CTEHKU, Ha TIepeTHE TTOBEPXHOCTH
rojeHeil. OnMopHoO-ABUraTeIbHAS CUCTEMA He
M3MEHEHAa, TOHYC MBIIIII] CHYXKEH.

B nerkux npixaHue Be3UKYJISIPHOE, XPUIIOB
HeT, yacTtoTa nprxadus 20 B 1 MuH. ToHBI cep-
11a TIPUTIYIICHBI, ICHBIC, ITYJbC YIOBIETBOPH-
TEJIbHBIX XapaKTeprUCTUK. YacToTa cepaeyHbIX
cokpauieHuit 100 B 1 MUH, apTepuaibHOE qaB-
sneHue 128/70 MM pT. cT. SI3bIK pO30BBIiA, 00-
JIOXKEH KEIThIM HaJeTOM, BIaXXHBIM. 3¢B He
rurepeMupoBaH. 2KBOT yBeanueH B oObeMe
3a CUET MOIKOXHOM XXNPOBOH KIIETIATKH, TIPU
Majgblalliy MSITKUI, 0e300JIe3HEHHBIN BO
Bcex otraenax. [lambnaius mapeHXuMaTo3HbIX
OopraHoB 3arpynHeHa. Jlu3ypuu HeT, mMoua
Xenrasi, npo3pauHasd. Ctyn odopMIIEHHBIH,
OKpallleHHBIH, 10 3—4 pa3 B cyTku. ITosoBoe
pa3BUTHE C OTCTaBaHUEM.

OlleHKa TI0 TMATHOCTUYCCKUM KPUTEPUSIM
cunapoma Ilpagepa—Bumiu (cMm. Huxe)

9 6asuToB (B TOM UKciie 7 OObIINX KPUTEPUEB).

JlanHble J1a00PATOPHO-MHCTPYMEHTAJIBHOTO
odcnenoBanuA. broxuMuyeckuii aHaiIu3 Kpo-
BM: TUIIOKO3a 5,0 MMOJIb/JI, OOIIMIT XOJIeCTeprH
3,41 mMoub/J, Tpuruepuasl 1,06 MMOJb/,
obmmit ommpyouH 14,1 MKMOJIb/JI, allaHUH-
amuHoTtpaHcdepasza 27 EJl/n, acnapratamu-
HoTpaHchepasa 32 EIl/n. ItokozoTonepaHT-
HBII TECT: INIMKEeMUS HaTollak — 5,7 MMOJIb/,
yepe3 120 muH — 6,0 MMOJIb/JI.

ConepxaHre TOPMOHOB B IIJIa3Me: WHCYJINH
14,3 MKkME/7, TectocTepoH 1,1 Hr/MJI, TIOTEN-
Husupytonmii ropmon <0,7 MME/n, donmu-
KyJaoctTumyaupytomuii ropmon <0,05 MME/n.

I[Ipu  yabpTPa3ByKOBOM  HCCJIEAOBaHUU
(Y3U) opraHoB OpIOILIHOI IMOJOCTU U TTOYEK
OTMEYaIOTCs IIPU3HAKU ITAaHKPEaTUTa 1 XXUPO-
BOro remaro3a. Y3/ mMUTOBUIHON XeJle3bl 1
HaAAIMOYEYHUKOB 0e3 ocobeHHocTeil. Y3U
SMYEK: SIMIKU OTPEICIISIOTCS B TTaXOBBIX Ka-
HaJlaX B BUZI€ TMITO3XOT€HHBIX CTPYKTYP C YeT-
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KUM KOHTYpoM 0e3 IuddepeHINPOBKU CJIO-

eB, ux oobeM cocrtasisgeT 0,8 1 0,72 miI.
Dxokapauorpadusi: CTPYKTYpHI cepAala

chopmupoBaHbl MpaBUiIbHO. [Tomoctu cepama

pacmmpensl. [Iposaric MUTpaTbHOTO KJTalmaHa
¢ peryprutanueit 11 crenmenu. DkcueHTpUYeC-

Kag runeptpodust odboux xeaynoukonB. Hapy-

1eHa (pyHKLMs COKpaIleHUs U paccaabaeHus

MHOKap/a.

Pentrenorpadust KucTeil M Ty9e3arsiCTHBIX
CYCTaBOB: KOCTHBIII BO3pacT COOTBETCTBYCT
15,5—16 romam. PenrtreHorpacdus meinHoro u
IMOSICHUYHOTO OTIEJI0B ITO3BOHOYHMKA: BBI-
NpsIMJIEHUE 1IeHHOTO Jlopao3a. Tesla meiHbIX
MO3BOHKOB, AYXKH 1 CYCTaBHbIE OTPOCTKU He
n3MeHeHbl. CHUMOK TTOSICHIYHOTO JIOpH03a B
OOKOBOI TTPOEKIINY CIEIaTh HE yIaeTcs U3-3a
OXUpPEHMSI. B IIpssMoii IpoeKIInu Tenra, Ty>KKI
U CYCTaBHBIE OTPOCTKHU TTO3BOHKOB IPEICTaB-
JISIIOTCSI HEU3MEHEHHBIMU.

OneHka cocTtaBa Teja (OMOMMIIETAHCHBIN
aHaaus):

e OCHOBHOI1 0OMeH — 1881 kKau;

e XupoBas Macca — 77,3 KT (TTOBBIIIIEHA);

e Tomas macca — 73,4 Kr (MOBBILLIEHA);

e akTUBHas KjieTouyHas macca — 40,0 kr (mo-
BBILIIEHA);

e JI0JIsI aKTUBHOM KJIETOYHO Macchl — 54,6%
(CHIKCHA);

e 0o0IIas Macca XUAKOCTU — 53,7 Kr (TTOBBI-
1IeHa);

e OTHOIIICHWE OKPYXXHOCTHU TalMU U Oemep —
1,2 (TTOBBIIIEHO);

e KJacCU(UKAIMS IO IPOLCHTY XHPOBOI
Macchel — 51,3% (oxupeHue).
KoHcynmbranmmst Kapauosora: XpOHUYECKOe

JIETOYHOE CePIlIe; XPOHMIECKast CepacIHas He-

nmoctatouHocTh (111 pyHKIIMOHATBHBIN KiTacc).

KoHcynpranuss HeBposiora: OopraHM4ecKoe
MopaxkeHue LIEHTPaJIbHON HEPBHOW CUCTEMBbI
Ha ¢oHe audHLedaIbHO-1LepedpacTeHUYeC-
KOTO CHHIPOMA; 3alepkKKa ICUXUIECKOro U
pU3TIECKOTO Pa3BUTHSI.

KoHcynpranms ncuxoreparieBTa: YMCTBEH-
Hasl OTCTaJOCTh JieTKasl ¢ HapyIIEHUSIMU T0-
BEAEHUSA M OMOLMOHAIBHOW HEYyCTOMYMBOC-

ThIO B MOJPOCTKOBOM BO3pacTe Ha (poHe reHe-
TUYECKOU MaTOJIOTUH; TUTIep(arus.

[TpoBoaunocs Jeyenue: nueta No 8 UHIUBU-
IyaJbHasl, BepallaMiI, 130COpOMIa MOHOHUT-
pat, TPUMETa3UIUH, CIUPOHOJAKTOH, XO(hU-
TOJI, aJIJIOXOJI, JIUTIOeBast KMUCIO0Ta, (hIyBOKCa-
MUH, TIMPUTUHOJ, XJIOPHPOTUKCEH. JleueOHast
(u3KynBETYpa HE MPOBOAMIIACH M3-3a HU3KOM
TOJIEPAHTHOCTU K (PM3UUYECKOI Harpy3Ke.

3aKIIFOUMTEIbHBIN KINHHYECKHid THATHO3:
cunapowm Ipanepa—Bunnm; oxkxupenue 111 cre-
TeH, MOPOMIHOE; TUIIOTOHANOTPOITHBIA TH-
MOrOHAaIU3M; XKUPOBOM Tenaros3; TUCKUHE3US
JKETICBBIBOMSIINX ITyTCH; BTOPUYHBIC M3ME-
HEHUSI TOMXETYyIOYHON KeJe3bl; XPOHUYEC-
KO€ JIETOYHOE CepIlle, XpOHUIeCKasT cepaed-
Hast HemoctatouyHOCTh (111 byHKIIMOHAIBHBII
KJIacC); OpTaHMYeCKOoe IMOpakKeHNE IIeHTPAIhb-
HOI HEPBHOI CUCTEMbI Ha (hoHEe AMIHIIEehaTb-
HO-1IepeOpacTeHUICCKOTO CMHAPOMA; 3aIepPK-
Ka TCUXWYECKOTro U (hU3NYECKOrO Pa3BUTHS;
OpOHXMAJIbHAS aCTMAa; MUKO3 KOXHU CTOII.

3a BpeMsi peObIBaHUS B OTIEIEHUU COCTO-
SIHUE TAlMEHTa YIyYIIMIOCh. YMEHBIIUINCH
MPOSIBJCHUS CEepAeYHON HEeIOCTaTOUHOCTH,
KyIMPOBaHBI OTEKM Ha IepegHell OpIOIIHOM
CTEHKEe, YMEHbIIWIach Taxukapaus. B nemom
OTMeYaeTCs TOJIOKUTEIbHASI TMHAMMKA B BU-
Jle yMeHbllieHus1 Macchl Teja Ha 10,8 kr (mac-
ca TeJjla mpu BeIMUcKe 143,8 KT, MHIEKC MacChl
tena 54,9 kr/m?).

JIHarHoCTHKa H neYyeHHe
cHHApoMa MNpaaepa-Bunnx

Cunpapom IIpanepa—Buim BcTpeuaeTcs ¢
yacroroid 1 : 10000—1 : 15000 ponoB. bosab-
muHCTBO (oKoso 70%) cnyyaeB CIIB o6yc-
JIOBJIEHO MUKpOJeielueil IJIMHHOTO Iuledya
15-i1 xpomocombl (15q11—ql13). OctanbHbie
clyyad CBSI3aHBI C YHWTAPEHTAJIbHOU TUCO-
MHUEH — B IaHHOM cjyyae ¢ HacjeIOoBaHUEM
06eux 15-x XpoMOCOM OT MaTepu.

Kimnuyeckue nposiBjieHust

Manast moABMXHOCTh TLI0/a I/I/ NIn 1marto-
JIOTUYECKOEC ITOJOXKEHUE IJI0JAa B poaax MOT'yT

lleyedHoe geno 54.2009 65.
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CnyYaii H3 NPaKTHKH

JuarHoctuyeckue kpurepuu cuHapoma [panepa—Bumiu (Holm V.A. et al., 1993)

Boubime kpurepin
(wasmpiii coorsercryer 1 famty)

OO011a1 TUTIOTOHMS € YTHETCHUEM COCATEIIbLHOIO ped)neKca

B HEOHATAJIbHOM TIE€PUO/IE U TPYTHOM BO3pacTe,
MOCTETIEHHO KYMUPYIOIIAsICSl CAMOCTOSITENBHO.
Hapymienust mutanusi B paHHEM Bo3pacTe,
Tpeldyroliue cneUaIbHbIX MAHUITYISLUN

U IPUBOJISIINE K 3aIePKKe PA3BUTHSI.

W30b1T0uHas WM ObICTpast MprOaBKa MacChl Tejia

B Bo3pacte |—6 JieT, IeHTPaTbHOE OXUPEHME.
XapakTepHble U3MEHEH s JULIA: ToauxoLedans,
Y3KOE JIUII0, MUHIANEBUIHBIE TJ1a3a, MAIEHbKUIA POT,

TOHKasl BEPXHSS I'y0a, OMyIeHHbIE YIJIbI TYO (>3 MpU3HAKOB).

[unoronanu3sm.

[umormasus reHuTamyiz.

3anepxka MoJI0BOr0 CO3PEBAHMSI.

OO1mast 3amep:kKa pa3BUTHS, JIETKast I yMepeHHast
YMCTBEHHAsI OTCTAIOCTh, HECTOCOOHOCTb K 00yUEHMIO.

[unepcdarusi, HaBsS3uMBOE OTHOLLEHVE K €/IE.
Henermst 15q11—13 wnu MaTeprHCKast TUCOMYS.

OBITh TIPEHATAJIBHBIMU TIPOSIBICHUSMU TUTIO-
ToHuM, cBs3aHHoi ¢ CIIB. B HeoHaTaibHOM
Mepuoie MOXKET BBISIBJISITbCSI TUIOTOHAAU3M
(B BUIE TUIIOIUIA3UM MOIIOHKM M KPUIITOP-
XU3Ma y MaJIbuMKOB). JIJIs1 HOBOPOXKJAEHHBIX C
CIIB xapakTepHbl ciaOblil cocaTeJbHbIN
pediekc ¥ TPyIHOCTU MPU BCKaAPMIIUBAHUH,
YTO MOXET IIPUBOINTH K 3aIePKKE Pa3BUTHS.
Tunepdarust u noBeaeHUe, HaAMPABIEHHOE
Ha MOMCK MWW, MOSIBISIIOTCS B BO3pacTe
1—6 net. [Tatonorust runoranamyca npu CITB
MMPUBOIUT K OTCYTCTBHUIO UYBCTBA CBHITOCTH,
YTO B COYETAHUU CO CHUXXEHUEM pacxoja Ka-
JIOPUM BCJIEICTBUE MBIILIEYHOW TUIIOTOHUU U
HEIOCTaTOYHON aKTMBHOCTU BBI3BIBACT pa3-
BUTHE oXupeHus. OTioxeHue Kupa HabJo-
JlaeTcsl MPEeUMMYLIECTBEHHO Ha TYJOBMUILIE U
MMPOKCUMAJbHBIX OTAeJdaX KOHEUHOCTEI.
YpoBeHb TpenmHa (TOPMOH, BBI3BIBAIOIINI
YyBCTBO r'0JI0Jia) B Mia3Me TMOBBILIEH Y Maly-
eHToB ¢ CIIB He3aBMCHUMO OT Macchl TeJa.
denotunnueckne nposieneHust  CIIB
BKJIIOYAIOT Y3KO€ JIMLO, MOJUXOLEedhaTUIo,
MUHAAJIEBUIHBINA pa3pe3 Ija3, HU3KO pacIio-
JIOKEHHBIE YIITHBIC PAKOBUHBI U MUKPOAKPHUIO

Mabie kpurepin
(waspiii coorsercrsyer 0,5 Oania)

Manast moiBMKHOCTh Tioaa, MiIaacH4YeCcKasa

JIeTaprusi, ciabblil KpUK.

HctepuyHocTb, yIPSIMCTBO, PUTHIHOCTD,
BCTIBIIIIKYA HEMOTUBUPOBAHHOTO THEBA,
00CeCCHBHO-KOMITYJTbCUBHBIE HAPYIICHUSI,
BOPOBCTBO, MATOJIOTMYECKask UKUBOCTb,
HEeTaTuBU3M (>3 MPU3HAKOB).
HapymeHus cHa Wi HOYHBIE aItHOd.
Hu3kuit pocr.

[MmonurMeHTaIMS KOXM.

ManeHbK1e pyKU U/WIM HOTH.

V3Kue K1cTu pyk.

Cxopsiieecst KOCOrasue, MUOIIHS.
Bsizkas cioHa.

Hapymenus peun.

(HebobIIMe pa3Mephl KUCTel U cToIr), Y 50%
JIeTeid OTMEYAeTCs TMITOIMMMIMEHTALIMS KOXH.
Mozket HaOIOAaThCs 3aJepXkKa pocTa U Jie-
¢uuT ropMmoHa pocra. I1posiBiieHnst TUITOro-
Haau3Ma BKJIIOYAIOT MaJiblii pa3Mep TeHHUTa-
JINIA, HEMOJHOE WJIM TO3HEee MOJIOBOE CO3pe-
BaHUe.

Bcerna ormeuaeTcs 3amepkka MOTOPHOTO
pa3BUTHI C MO3IHUM (POPMUpPOBAHMEM Ha-
BBIKOB, Pa3jIMYHOI CTEINEHU pedyeBast U KOr-
HUTHUBHas 3amepxkKa. OOBIYHBIMU SIBIISIIOTCS
HapylIeHUs TTOBEICHUS B BUIE UCTEPUIHOC-
TH, YIPSIMCTBa, 00CECCHMBHO-KOMITYJIbCUB-
HBIX TIPOSIBJICHUI M PUTUIHOCTH MBIIIJICHUS.
V 5—10% maumeHTOB BO3HUKAIOT IICUXUYEC-
Kne 3abojieBaHUS (TICUXO3BI, OUITOJISIpHEIS
paccTpoiicTBa, 06CeCCUBHO-KOMITYIbCUBHBIE
HapyiieHus). CneundruecKUMU XapaKTepu-
ctukamu CIIB gBnsgioTcs BBICOKMII 00JIeBOIt
ITOPOT, MOBBILIEHHAs BSI3KOCTh CIIOHBI M BbI-
COKMI IOpOr K pBOTE.

JInarHocTuka

OO6ciieoBaHue JUISI UCKIIIOYEHUSI CUHIPO-
ma Ilpagepa—Bunau HeobXxoaumo OeTsIM C
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OXUpPEHUEM, 3aJepKKOM MCUXUUYECKOTro pas-
BUTHSI, MBILIIEYHON TMITOTOHMEN, THIepdaru-
el M HapyUIeHUSMHU THIICBOTO ITOBEICHUS,
MMEBIINM B aHaMHe3¢ HapyIIeHUS ITUTaHUS 1
cllabblii cocaTeNIbHBIN pedJieKc.

Knaccuueckue auMarHOCTUYECKUE KPUTE-
puu CIIB npencrapieHsl B Tadauie. B HacTo-
sITIee BpeMst KOJIMYECTBO KPUTEPUEB YBETUYIe-
HO C IIEJIbI0 paHHEW AMArHOCTUKU W KOPpPeK-
uuu. JInarHo3 BeposITeH y JeTeil 1o 3 JaeT npu
cymMMe 0asioB >5 (BKJIoYas 3 OOJbLIMX KpU-
Tepust), y AeTeil crapiie 3 JeT — Mpu cymme
banoB >8 (B ToMm umcie 4 OOJBIINX KpUTeE-
pusi). HecMoTpst Ha BBICOKYIO UYBCTBUTENIb-
HOCTh JaHHOM MIKajbl (oKojo 90%), BO Bcex
ciydasx st moaTrBepxkaeHus nuarHoza CITB
TpeOyI0TCSI KApUOTUTTMPOBAHUE U MOJIEKYJISIP-
HO-TeHETUYECKOE MCCeIoBaHne 15-if Tmapsl
xpomocoM. CrneundUIHOCTh 3TUX METOIOB
gpocturaet 100%.

Jleuenune

IManuentsl ¢ CIIB HyXxaatoTcs B HaOII0-
JIeHUU W Teparivuu I10 CJIEAYIONIM HaIpaBJiie-
HUSIM:

e JleueHUE MBbIIIEYHOW TUIIOTOHMU U MPO-
0J1eM BCKapMJIMBaHMSI B paHHEM BO3pacTe;

e BLISIBJIEHHWE M KOPPeKUUsl TMIIOTOHaau3Ma
WJIM TUTIONIUTYUTApU3Ma;

e JIeUCHUE OXUPEHUSI;

® MOHUTOPUHT CKOJIMO3a;

® KOpPPEeKIIUs MOBEACHUYECKUX paCCTPOMCTB.

HapyiieHue LUpKYJSILIUU KETYHBIX KUC-
Jiot y nauueHToB ¢ CI1B npuBoauT K aeduiim-
Ty XNPOPACTBOPUMBIX BUTAMUHOB, UTO BBI3bI-
BaeT HEOOXOIMMOCTh UX JOMOJHUTEIBHOTO
Ha3HaueHwus1. [1py 3HaUMTETbHOM OTCTaBaHUU
B pOCTe MoKa3aHa Teparus mpernapaTtaMu rop-
MOHA POCTa, KOTOpasl MO3BOJISIET YBEIUUYUTb
MBIIIEYHYIO Maccy, JMKBUIUPOBATh OCTEOIIe-
HUIO, HOPMAaJMU3yeT BTOPUYHBIC ITOJIOBBIE
MPU3HAKU, HO Y HEKOTOPBIX MAlMEHTOB BbI-
3bIBA€T PEe3KME OTKJIOHEHHS B MOBEAEHNM.

IMaumentam ¢ CIIB MoxXeT moTpeboBaThCS
XUpYypruyecKkoe jJeuyeHrue KpUInTopxmusma, CKo-
JIMo3a, OOCTPYKTHMBHOTO ammHo? cHa. M3-3a

HU3KOM 00JIeBOI YyBCTBUTEJILHOCTU U HECITIO-

COOHOCTH K PBOTE Y JAHHBIX MAllMEHTOB 3a-

TPpyAHEHa JUarHOCTUKa XOJIEIUCTUTA, alllleH-

IULATA U APYTOil OCTPOM IaTOJIOTUM OPIOLI-

HOW TI0JIOCTH.

V¥ maunenrtoB ¢ CIIB nmeercs runepdarus
W CHIDKCHUE CKOPOCTHM OCHOBHOTO OOMEHA.
BonpmmHCTBO TIporpaMM KOPPEKIIMU OKMpe-
HUS Yy 9TUX NalueHTOB Hea(hdeKTUBHbI. IIu-
TaHHeE JOJDKHO OBITh OCHOBAHO Ha CIICIYIOIINX
MIPUHIIUITIAX:
® B JIOIIKOJILHOM BO3pacTe He PEKOMEHIYIOT-

Csl TIOCTOSIHHBIE CTPOTME OrpaHUYEHUS B

MMUTaHUM, YTOOBI OOECIIEUUTH IIPOIICCCHI

pocTa U pa3BUTHs, a TAKKE MUCTMHU3AITAN

HEPBHBIX BOJIOKOH;

e B MJIAIIIEM IITKOJBHOM BO3pacTe MOKa3aHO
Ha3HauYeHUEe TUITOKAJIOPUITHON cOamaHCcu-
poBanHo# nueTsl (1000 Kajgopuit B CYyTKH C
JI00aBJICHNEM BUTAMWHOB U KaJIbIIVSI) TIOM
KOHTPOJIEM THUETOJIOTa;

e OrpaHWYeHUE AJOCTYMHOCTU MUILIM TOMa U B
1IKoJIe (B TOM YHUCJIe MCTOJIb30BaHUE 3aIlM-
paroIuxcs 1mKahoB ¥ XOJOAWIBHUKOB, Ma-
JICHBKUX TapeyioK).

Jung manmenTtoB ¢ CITB xapakrepHa MbI-
IIeYyHas TUIIOTOHUS, YTO IPUBOIUT K HEOO-
XOOWMOCTU HOIOJTHUTEIbHBIX (H3MIecKnX
yHnpaxHeHHid 1 GU3NOTepaInuy IS Pa3BUTHS
MOTOPHBIX HaBHIKOB, YKPETUICHHS CKeJIETHOM
MYCKYJIAaTyphl U TPOGIIAKTUKN CKOJINO03a.
[Moompenne Gu3nIecKoit aKTUBHOCTU TOMa
U B LLIKOJIE UTPAET Ba>KHYIO POJIb B KOPPEKIIUU
Macchl Tena.

B Hacrosiiee Bpemsi He CyllecTBYeT (-
(beKTUBHBIX JIEKAPCTBEHHBIX IpernapaToB s
KOppeKInU runepdaruu, mosToMy yMeEHbIIe-
HUE TOCTYIUJIEHUSI KaJOpUil U AOCTYMHOCTU
MUIINA — eIUHCTBEHHAs! JOCTYITHAs CTpaTeTUsI
JIJIS TIpeJOTBpAllleHUs] UJIM OTpaHUYEHUsT Ha-
o6opa maccel Tena npu CIIB. [lng nereit ¢ CIIB
XapaKTePHO MOCTOSIHHOE CTPpeMJIEHHUE K IMOUC-
Ky TUIIM U ee yroTpebdaeHnto. OHU MOTYT BbI-
MNpalivBaTh U MPATATh MUILY, TPOCUTH MUY Y
TMOCTOPOHHUX U €CTh 0e3 YyBCTBa HAChIIIIe-
Hus. Ponutenu v 4jieHbl CeMbU TOKHBI 3HATh
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00 3TUX OCOOEHHOCTSIX U 00ecIieunBaTh mpa-
BUJIBHOE THMTAaHWE W JOCTATOYHYIO aKTHB-
HOCTh pebeHka. [lomnmepxkka pomuteneit u
BOCIIMTATE/Iel, KOHTPOJIb pa3Mepa MOpLUil 1
JIOCTYITHOCTH IUIIU, TUIAHUPOBAHUE JJIUTE b~
HOTO yXO/la — BaXXHEMIIIME acTeKThl JIeYeHUs
JTAHHOM TPYIIITHI ITAIlMeHTOB.

PeKoMeHAYyeMas JIHTepaTypa
Kaszanuesa J1.3., Hoeurxoe II.B., Cemsukuna A.H.
Cunapom Ilpanepa—Buiu y aereit: HoBoe B
9THUOJIOTUH, TlaToreHe3e W JyiedeHuu // Poc.

BEeCTH. TiepuHartos. u meamarp. 1999. Ne 4
C.40—44.

Ilemepkosa B.A., Baciwkosa O.B. Penkue (hopmbl
oxupenus // Jled. Bpau. 2008. Ne 3. C. 29-33.

Prader—Willi Syndrome
E.V. Pavlovskaya, T.V. Strokova, and A.G. Surkov

SApvieuna C.B., Cepeees 10.C., Illabanrose H.II. AKTy-
aJIbHOCTb M BO3MOXHOCTHU paHHEN IMAarHOCTHU-
ku cuHapoma I[panepa—Bunnmm // [Menuatpus.
2006. No 6. C.117—120.

Chen C., Visootsak J., Dills S. Prader—Willi syn-
drome: an update and review for the primary
pediatrician // Clin. Pediatr. (Phila). 2007. V. 46.
Ne 7. P. 580—591.

Gunay-Aygun M., Schwartz S., Heeger S. The
changing purpose of Prader—Willi syndrome
clinical diagnostic criteria and proposed revised
criteria // Pediatrics. 2001. V. 108. Ne 5. P. E92.

Hassink S.G. A Clinical Guide to Pediatric Weight
Management and Obesity. Baltimore: Lippincott
Williams & Wilkins, 2007.

Holm V.A., Cassidy S.B., Butler M.G. Prader—Willi

syndrome: consensus diagnostic criteria //
Pediatrics. 1993. V. 91. Ne 2. P. 398—402.

Many of genetic syndromes are accompanied by development of morbid forms of obesity even at preschool age.
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Kaurn U3aareabckoro xoaaunra “Armocgepa”

YnbTpassykoBasi auarHOCTUka B HEOHaTOJIOrun
MoHorpadpus / MNopg pen. AeopsikoBckoro U.B., Aubik I'.B.

B MoHorpaguu mnpemcraBieHbl BO3MOXHOCTA METOIA YIbTPa3BYKOBOM JHa-
THOCTUKU [IJTSI OLIEHKY COCTOSIHUS TOJIOBHOTO MO3Ta, OPTaHOB 9HIOKPUHHON, TN~
IIEBAPUTEIbHOW, MOYEBBIICIUTEIbHOW, OITOPHO-IBUTATEJIbHOM CUCTEM W CepAlia
B HeoHaTojoruu. OmucaHa HOpMaJibHasl YIbTPa3ByKOBasl aHATOMUS Pa3IUIHBIX
OpPraHOB M CUCTEM, BAPUAHTHI PAa3BUTUS Y OCHOBHBIC MPU3HAKUA MATOJIOTMYECKUX
COCTOSTHMI, XapaKTePHBIX JIJIT HOBOPOXKICHHBIX M IETE IIepBOTO roaa Xu3Hu. O1-
JieJIbHas TJ1aBa MOCBSIIEHA TPUMEHEHUIO 3Xorpaduu Mpu OCTPOl XUPypruiecKom

MaTOJIOTUM Y HOBOPOXICHHBIX. biaromapsi BEICOKOMY YPOBHIO YJIBTPa3ByKOBBIX
TEXHOJIOTHI B HACTOSIIIIEE BPeMsI YIIbTPa3ByKOBasi IMAarHOCTHKA CTajla OCHOBHBIM METOIOM BU3YaJIH-
3allMM B HEOHATOJIOTUH, ITO3BOJISIONINM CBOEBPEMEHHO BBISIBJISITh PA3IMIHBIC MTATOJIOTMYECKIAE CO-
CTOSIHUSI M OKa3bIBATh HEOOXOAMMYIO IIOMOIIb PeGeHKY. 168 c., mi.

/s cneyuanucmog yabmpazeyKoeoil OuaeHOCMuKU, epateii-neduampos, HeOHamoA0208.
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