CAyYa# M3 NPaKTUKK

CMHAPOM AABCTPEMA Y NOAPOCTKOB
(nepBoe onncanne B Poccum)

JI.H. lep6auesa, H.M. Hutnunze, [LE. CMupHoBa,

T.JI. Kypaesa, A.H. bposkun, A.I' Hukutun, B.B. Hocuxkos

TI'Y DuookpuHoao2uvecKULl HAYYHDBLIL YEHIMD

(oup. — akao. PAH u PAMH H.HU. J/ledos) Pocmeomexronozuti
HUU eenemuku u ceaekyuutt NPOMbLULAECHHBIX MUKDOOD2AHUIMOB

uHApPOM ANbCTpeMa BHepBble ObLI onucaH B 1959 .

[1]. OcHOBHBIME CHMOTOMaMH 3TOTO IIPOTPECCHU-

PYIOILETO ayTOCOMHO-PENECCUBHOIO PACCTPOICTBA
SIBIISIFOTCSI BPOXKJICHHASI IETeHepalysl CeTYaTKu, BeAyIiast K
ClIenoTe, AETCKOe OKUPEHUe, caXxapHblil guabeT 2 Tuma
(C2). 3aboneBaHne BCTpedaeTCs CPein pa3iIMIHbIX pac U
9THUYECKUX Tpymil. VI3BecTHBI sifiepHble ceMbn (2-3 mopa-
SKEHHBIX pebeHka). HacTora cuHpoMa B MOIYJIISIIAN OCTa-
eTcsl HEU3BECTHOIL.

Ps cuMnTOMOB M X cOYeTaHHE BCTPEYAIOTCS U NPHU
IAPYrUX TeHEeTHUYecKnX cuHapomax (cumHppom JlopeHca-
Myna-bunna; Bapne-bumna, [pagepa-Bumin). B «Alstrom
Syndrome international Family Registry» k 2005 . 3aperu-
cTpupoBano 345 nanmenToB u3 40 crpaH [2].

CaMblil OOGMIMPHBIA MaTepHal 1O (QEHOTUNHYECKUM
0COOEHHOCTSIM MAIUEHTOB C CHHAPOMOM AJbCTpeMa Hpef-
crasiieH B nyosmkanuu [3]. Ha ocHOBaHWM KIIMHMYECKOTO
o6creoBaHus, CTaHAAPTU3UPOBAHHBIX OIMPOCHUKOB, Oecef
¢ BpauaMH U POAUTEIISIMU OJy4YeHb] KIIMHUYECKUE TaHHbIE
0 182 maumenTax B Bo3pacte ot 1 roa o 48 net u maToJio-
roaHaTOMHYECKYe Onmcanus 5 ciaydaes [3].

IIpu wucciaepoBaHuM 2 HONYJSIUN TeH CHHApOMa
Anscrpema, ALSMI, upneHTU(UIMPOBAH HAa KOPOTKOM
miede 2-ii XxpoMocoMbl. B 1999 . 6p1u1u ucciiefgoBansl 12
HEPOJICTBEHHBIX ceMeH C CHHpOMOM AjbcTpema u3 6
CTpaH, He SBISIOIIUXCS MEXKy cOOOH POACTBEHHUKAMHU, U
NOATBEPKJeHa JIokanu3anus rena ALMSI Ha XxpoMocoMe
2p13 [4]. Becero B rene A LSM1 6b110 0GHapy>XeHo 15 MyTa-
I[Ui1, KOTOpbIe IPU FTOMO3UTOTHOM HOCUTEILCTBE IPUBOJSIT
K pPa3BUTHUIO CUHApOMa AJbCTpeMa.

Haubonee wacro BcTpewaloTcsl clefylollue MyTaluu
aroro rena: 2141delCT, 6571delTCAC, 7132insA, C10483T,
10775delC u G10992A.

Ien ALMSI xopupyeT 6elOK, pacrnoOXKeHHbI B OCHOBA-
HuM BOpcHHOK [3]. Ero ¢yHKIMS oKa Hen3BecTHa, HO TIPeJIIo-
JIaraeTcs, YTO OH Y4acTBYET BO BHYTPHUKIIETOUHOM TPAHCIIOP-
Te. Y cuOCOB-TOMO3UTOT MO OfHOI U TOH K€ MyTaluM reHa
ALMS]I xnHIYecKast KapTHHA MOXKET ObITh Pa3IMIHON [6].

OpHUM U3 HEHTPAIbHBIX CUMITOMOB 3a00JICBaHYs SIBIISICT-
Csl paHHEE OKUPEHHE, KOTOPoe BerpedaeTcs: Y 98% OOobHBIX.
Macca Tena npu poxeHId peOeHKa MOXKET ObITh B IIpefiesax
HOPMBI, OJHAKO TIOCNIEAyIomue 2 rojila OTMEYaeTcsl ee UHTEH-
cuBHOe Hapacranue [3]. [lnrHa Tena npu poXkiIeHnn He OTIIN-

Hayunwui uenmp «locHUH 2enemura», Mocksa

4aeTcs OT HOPMBbI, B lajIbHENIIIEM AeTH ObICTPO PACTYT, U AUD-
(pepenIpoBKa ckeneta 00bIMHO Ha 1-3 rofia onepeskaeT Xpo-
Hosormueckuil Bo3pacT. OfHaKO KOHEUHBI pOCT HalIeHTOB
Hike 3-ro npouenTuns. Mcenegosanue yposast IGF-1 u IGF-
BP-3 He BBISIBUIIO HApyILIEHUN, YTO NO3BOJISIET MIPEIIONAraTh
BIIMSIHUE THIIEPUHCYJIMHEMUN Ha POCT ¥ KOCTHOE CO3pPEBaHUE B
panseM sietctse [2]. K heHOTHIIITUECKIM OCOGEHHOCTSIM Clle-
JyeT OTHECTH HapyLIeHHe OCaHKW (IPYAHON M MOSICHUYHBINA
CKOJNO3, KN(O3, JTOPA03), INUPOKUE CTYIHU M KHUCTH, KOPOT-
KM€ Nanblbl Ha HOraX U pyKax, MMyGOKOIOCaXKEeHHbIE IU1a3a,
aHOMAJIUK 3yOOB BEPXHEN UENIOCTH, aJUIONENHIO.

C nepBbIx MecseB ku3nn (5-15 mec.) y pebeHka oTMme-
JaeTCst HUCTarM 1 cBeTo6os13Hb [8]. [Tpu odprambpmonornyue-
CKOM O0CIIeIOBaHIH BbISBIISICTCS] TUTMEHTHASI IcTeHEPALUsT
ceT4yaTky, MeHee ueM 3a 10 JeT mpuBopsiasl K clIenore.
IIpu 37eKTPOHHOH MUKPOCKONUHM HAXO[ST NUTMEHTHYIO
aTpoUIO SMUTENUs] CeTYATKH, IPEePEeTHHAIBHBIN (huOpPO3,
aTpoHUIO AUCKA 3PUTEIILHOTO HEPBA, OTCYTCTBUE MATOUYEK
n Kojbouek. Y 89% OONbHBIX pa3BUBAETCS TYrOYXOCTb
(cpenHMiT BO3pacT ee AMArHOCTHKH 5 JIeT).

WHcynuHOBast pe3UCTEHTHOCT Pa3BUBAETCs MEXY 18 Mec
u 4 ropamu xu3Hu. [osiBrstromuiicss acanthosis nigricans mop-
TBEepKflaeT 3ToT cuMnToM. CaxapHblil AuabeT 2 THa OObIYHO
muarHoctupyetcst Bo II-II1 nexane >km3nu. OgHAKO OIMCaHbI
ciyyan panHero Havaima C[I12 tmma B Bo3pacre 5 zer [9].
B03MO3KHO OCTpOE pa3BUTHE TUNEPIITUKEMUN C KETOALHIO30M,
TpeOyYIOIIEM HEOTIIOXKHOI HHCYIMHOTEpAnui. Y OOIBIIMHCTBA
HAIUEHTOB OTMEYAETCsl MOBBIICHHBIH YPOBEHb TPHUITIMLEPU-
0B C HOPMAJILHBIM YPOBHEM XOJIECTEPUHA B CbIBOpOTKE. Cpefn
IPYTUX SHJOKPUHHBIX PaCCTPONCTB OTMEYAIOT TUIIOTHPEO3 (JI0
17%), Tunep- ¥ THIIOrOHAOTPOIHBIN TUIIOTOHA/N3M, KPHIITOP-
XU3M, TUPCYTU3M Yy JE€BOYEK C NATOJNIOTMYECKUM pa3BUTHEM
MOJIOYHBIX XKeJ1€3, IOJUKICTO3 SIMYHUKOB, HEperyJsipHble MEH-
cTpyauuu wi aMmeHopeto. ITy6eprar uacTo 3aepKuBaeTcsl.

Oco60e MecTo cpeid CUMIITOMOB 3aHUMAET AUIATallMOHHAs
KappuomuonaTusi. HekoTopble aBTOPBI CUUTAIOT, UTO B OTCYT-
CTBHE NATOJIOTMH CEpAlla AUArHO3 CHHIPOMA MalOBEPOSTEH.
ITo MHeHUIO pYruX, IUIaTalOHHAS KapHUOMHUONATHS MOXET
Pa3BUTHCA B IIOOOM BO3pACTe, HHOT/A [0 MOSIBIICHUSI OCHOBHBIX
CUMIITOMOB 3200JI€BaHMUS, I 4ACTO CIIOHTAHHO MCYE3ALT.

[enaronueHanbHbIN CHHAPOM BbISIBIIEH Y 86 % OGOIBHBIX
B Bo3pacre 10 8 net [3]. OH conpoBOKIaeTcs MOBbIIIECHH-
€M YpOBHSI IEYCHOUYHbIX TpaHCaMuHa3 B cbIBOpoTKe. Ilpu

50 1/2007



CAYHQ#t 13 MPAKTUKA

Ta6bnmua 1

OuddepeHupanshbii prarHos cuuapomos: Ansctpema, MNMpapgepa-Bunu, Jlopenca-MyHa-Bapae-buana, bapae-buana

CuHgpom Anbctpema

MNpapepa—Bunu

JlopeHca-MyHa- Bapae-buana

bapgpe-bupna

AyTOCOMHO-peLLeCCUBHBIN
(ren ALMS1 Ha xpomocome

Tun HacnepoBaHus

Cnopaguyeckuit cnyyam
(y 50 % peneups

AyTOCOMHO-peLEecCUBHBIM | AyTOCOMHO-peLLeCCUBHBINA

2p13) 15g1,1-1,3. Oucomus 15
MATEPUHCKON XPOMOCOMI,
otuosckas 15 xp. otcytcrsert)
OxupeHnue + + + +
YMcTBEHHOE pa3BuTHE HopmansHoe CHuxeHo CHuxeHo OrcTaBaHME NCUXMYECKOTO
MU CHUXKEHO 10 onnrodpeHnm A0 MMBULMIBHOCTH pa3BUTHS
lMnoroHagnam + + + +
Cronbl, KUCTH KopoTtkue nanbupi AKpOMHMKpHS Monuaaktnnus Monuaaktnms
HQ PYKOX M HOFaX, LUMPOKME CUHAAKTMANS
KMCTMU M CTOMbI 6paxmpaKTUIms
CaxapHbii guabet 2 TMna + + - -

MopaxeHue nouek Hedponatus

- AHoManum novek

Pocr HopmanbHeii, Bbilwe

UIU HUXKE HOPMBbI

HopmanbHbii,
MITM HUXKE HOPMbl

HopmanbHeii HopmanbHeii

MU BbICOKUM

MopaxeHnus rnas MurMenTHas pereHepaums

MurMenTHas pereHepaums MUrMeHTHBIM

CEeT4ATKM - CrienoTa CeT4ATKM - CrIenoTa PETUHUT
MopaxeHue cepaua OunaraumoHHas - - BpoxpaeHHsle
KAPAMOMMONATHS MOPOKM cepaud
MopaxeHus cnyxa HerpoceHcopHas - - HerpoceHcopHas
TYroyXxocTb TYroyXxocTb

OUOICUN NEeUEHH BBISBISIETCS CTe€aTo3, BocnaneHue, (puod-
po3 u nuppo3. B 2001 r. BnepBble onucaH ciydai CHHIpoMa
AnbcTpeMa, Ha4aBIIErocsl ¢ OCTPOro relaTuTa, y pebeHka
B BO3pacTe 5 JIET ¢ pa3BUTUEM NIEUCHOUHO! HEIOCTaTOUHO-
CTH U CMEPTHIO B 8-JIeTHEM BO3pacTe. ABTOPhI HE UCKIIIO-
4aloT e(eKT MUTOXOHJPUI IIPU 3TOM CHHJ[POME.

Y GOJNBHBIX C CHHPOMOM AJIbCTpPEMA ONMUCAHBI JIETOY-
HbIE ¥ MOUYEHOJIOBbIE PACCTPOICTBA, ME[JICHHO ITPOTPECCH-
pyromasi xpoHudeckass Hedpomatus. Y psifa OOJbHBIX
Hapsily C HPOSIBJICHUSMU CUHApPOMa AJIbCTpeMa UMEJNCh
CHMIITOMBI, XapaKTepHbIE I MeTabOIMUECKOrO CHHIPO-
Ma, BKJIIOUasl apTEepHAJIbHYIO THIIEPTOHHUIO.

IlaTOrHOMOHUYHBIME ISl CUHApOMa AJbCcTpeMa
SIBIISIIOTCSL HEHIPOCEHCOPHAsl TYTOYXOCTb, IeTeHepalys CeT-
YaTK¥, BeAyllas K cienore, Hedpomnatus, a Takxke CI2.
INonupakTunus, CHHIaKTHIIUS. U OPAaXUAKTUIIUS SIBIISIIOTCS
NaTOTHOMOHMYHBIMU [JI1 cuHApoMoB Jlopenca-Myna-
Bappe-bunna, bappe-bunna, a mina cunpgpoma Ilpanepa-
Bunmu — akpomukpus. [TopaxkeHus ri1a3 Takske XapaKTEpHbI
pias cunppomos Jlopenca-Myuna-bappe-bunna u bappe-
Bupna. is cuappoma Ipapepa-Buninm xapaktepHa Mbley-
Hasi TUIOTOHUS HOBOpPOXAeHHbIX. IIpu cuHgpoMax
ITpapepa-Bunu, Jlopenca-Myna-bapne-bunina, Bappe-
Bupna pocr B HopMe, Bblllle win HuxKe ee rpanny. CI2 Ttuna
otMmeueH npu cuxgpome Ilpagepa-Bunu. Ilpu cungpomax
ITpapepa-Bunu, Jlopenca-Myna-bapne-bunina, Bappe-
Bupna BbISIBICHO CHIIBHOE OTCTAaBAaHHE B YMCTBEHHOM pa3-
BUTHUM, TOTAa KaK y OOJBHBIX C CUHAPOMOM AJbCTpeMa
JOCTAaTOYHO YacCTO OTMEYAETCs HOPMAIIbHBIA HMHTEJUIEKT.

ITpu cunppomax IIpapgepa-Bumnu, Jlopenca-Myna-bappe-
Bupna He oTMedalloch MaTONOrUU MOYEK, a MPU CUHAPOME
Bappe-bupna BbIsSBICHbI aHOMATINK PA3BUTHS MOUEK.

HuddepeHnuanbHblil AMATHO3 pacCMaTPUBAEMbIX CHH-
JIPOMOB HIpeficTaBiIeH B Tabul. 1.

B pgoctynHol tuTepaType HaM He BCTPETUIOCh OIHUCaHUI
cugpoma Adjbsctpema B Poccmiickoin  Pepepanun.
ITpuBoamM f1Ba COGCTBEHHBIX HAOIIIOIEHHS (CM. PUCYHOK).

Hayuenm K.K., 16 aem, noctynuin B DHII ¢ xxanobamn
Ha CIIETOTY, TOJIOBHbIE 60JU, M30BITOYHBIN BEC, COHIUBOC-
Th, HECTAOWIIBHYIO TJIU-
kemuio, nogbeM AJl 1o
140/90 mm pt. cT., Gana-
HOTIOCTHUT, (pUMO3.

PeGenok ot 2-i
6epeMeHHOCTH, BTOPBIX
ponos. IlepBas Oepe-
MEHHOCTh 3aKOHYMJIIACh
ponamu. Pogusicst Mmanb-
yuK ¢ Maccon Tesa 3600
T, NINHOM 54 cM., yMep B
3,5-MecslYHOM BO3pacTte
OT OCTpOH cepeYHOn
HeJJoCTaTOYHOCTU. BTO-
past 6epeMeHHOCTb MPO-
TeKajla ¢ TOKCUKO30M B
I nonoBuHe u Hepomna-
tueir Bo Il monoBuHe.

Maumnent K.K.
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CaxapHbii Anaber

CAyHQ¥i U3 MPAKTUKIN

Ta6bnuua 2

o6cnenoBaHHbIX 60sbHBIX
Mokazatenu Hopma K.K. 16 ner | M.A. 17 ner
Tpurnvuepuapi,
MMonb/ n 0,1-22 17,0 5,9
OB6. xonecTtepuH,
MMonb/ n 3,3-5,2 9,5 6,7
ALT, Eg/n 10-41 152 49,9
AST, Ea/n 4-38 87 27,9
GGT, Eg/n 8-61 3558,8 -
C-nentug, Hr/mn 0,36-3,6 18,5 10,0
UPU, McEp/Mn 2,3-26,4 1128
HbATlc, % 6 10,9 9,8
JT, Ea/n 2,5-11,0 11,4 17,0
®Cr, Ea/n 1,55-9,74 16,6 11,2
TectocrepoH,
HMonb/n 10-19,0 4,7 6,7
TTT, vr/n 0,25-3,5 1,4 3,2
Ce. T4, mmonb/n 10-19 4,7 9,8
KpeatuHuH, mmonb/n 66-106 69 99
MovueenHa, Mmonb/n 1,7-8,3 7,1 4,6

Popp1 Ha 42-i1 "Hep. Poquiica Maiapumnk ¢ Maccout Tesra 3500 1,
pauHOM 53 cMm. K rpynu mpusoxkeH B mepBble cyTku. Ha
TPYAHOM BCKapMJIUBaHHUU JI0 5 Mec., JOKOpM ¢ 3 Mec. B 6
Mec INpU IJIAHOBOM OCMOTPE BBISIBIEH BPOXKCHHBIN
HHCTarM, FUNEpPTEeH3UOHHO-TUIpoLehaIbHbI cuHApoM. B
7 Mec 1pu 00CIEeJOBAHUY B CBSI3H C CYOPOKHBIM CHHJIPO-
MOM JAMarHOCTHpPOBaHa IepUHATalbHAS 3HIE(aIonaTus,
3afiep>kKa MCUXOMOTOpHOro pa3sutus. B 11 mec pogurenu
OTMETWJIN CHIKEHHE OCTPOTHI 3peHusi (paccMaTpuBall
UTPYIIKH Ha Gim3koM paccrosiHnu). K rofy ycraHoBWIN
Hajuuue U30bITOYHOU Macchl Tella. B 3-neTHeM Bo3pacTe
OKYJIUCTOM YCTAHOBJIEHA BPOXJCHHAsI MATOJOrusi 060ux
IJ1a3: cXofsiieecs: Kocoriaasue, KojJi6ouKoBasi JUC(YHKIUS,
RUCTPOpUSI CeTYATKHU.

B 4 ropa npokoHcysnbTHpOBaH reneTukoMm. Ha ocHoBa-
HHUM TAaKUX CUMIITOMOM, KaK OXKUPEHHUE, 3ajiep3KKa IICUXO-
MOTOPHOTO Pa3BUTHUSL, AUCTPOUSI CETUATKH, JUATHOCTUPO-
BaH cuHapoM Jloypenca-Myna-bappe-bupia.

B 6 neT ctanu GecnokouTh 601 B 00J1aCTU NIEYEHU; TPU
0o0cieJoBaHUU BBISIBJICHO YBEJIMUYEHHE IEUYEeHU NPU OTpH-
LATeJIbHBIX pe3ylbTaTaX OINpefieJICeHUs MapKepOB BUPYC-
HBIX FeIaTUTOB B KpoBU. B Bo3pacte 8 sieT fuarnoctuposa-
Ha TyroyxocTh III ct. B 12-neTHemM Bo3pacTe BhIsIBIEHA
rHnepriukeMus Hatomak (9,0 MMoJIB/iT) 1 yepes 2 4 nocie
nuiieBoy Harpy3ku (14 MMons/i). [IlmarnocTupoBaHo Hapy-
LIeHNE TOJIEPAHTHOCTH K Tifoko3e. B 14 net fuarnocrupo-
BaH C/I2. B Teuenue 2 net nojyvan jJedeHue MeT(OpMU-
HOM, 3aTeM [IIOPEHOPMOM.

Ilpu obcaedosanuu 6 IHI] nnmunaa Tema 153 cm, macca
tena — 67 kr, UMT=28,6. KoxHble NOKpPOBbI OJeIHbIE
CyXH€ C BBIPA’KEHHOW MOTJIMBOCTBIO JIAQJIOHEH M IMOAMbI-
LIeYHBIX O0JIacTell; yrpeBas Chlllb HA CIIUHE, JuIe; acantho-
sis nigricans Ha miee. [TOgKOXKHbBINA KUPOBOH CIIOH pa3BUT

U30BITOYHO C epepaclpefieIeHueM Kupa B 00J1aCTH TYJI0-
Buia. KocTHpIx fedopmainmii HeT.

Tonb! cepaua mpuraymensl, YCC — 92 B mun. AJl
160/110 mm pr. cr. Ileuensr yBemmuena (+12 cm mo L.
Medioclavricularis dextra), miotnas. [lamsnupyercs Kpai
ceneseHku. lllutoBuHas xKene3a He NaJbIUPYETCS.

IMonosoe passurue: Tannep 2 (Ax 3, P 3, ssmuku 6-8 min).
[TosnoBoil uieH — cocTosHKUE TOCIIe circumcizio, pa3mepsl coo-
TBETCTBYIOT Bo3pacTy. JuddepeHnpoBka ckenera cooTBET-
CTBYET MOJIOBO3PENIOMY CYyO'BEKTY. 30HBI POCTa 3aKPBITEHI.

IIpn ¥Y3MU ceppna faHHbBIX 32 AUIATAIMOHHYIO KapAUOMHUO-
natuo HeT. OTMedeH Audy3HbIl TUNOKKUHE3 CTECHOK JIEBOTO
sxenynouka (JI2K), camkenne cucrommdeckon yskiun JI2K,
HapyleHne uacronunueckoil pynkuuu JI2K no 2 tumy.

Ocmotp okynucra: Vis OD = 0,005 Vis OS = 0,005.
OU - cnokoeH, poroBullbl NpoO3payHble, B XpyCTalUKe
HavyaJllbHOE MOMYTHEHUs! B 3ajJHEHl Kalcyje; Ha TJIa3HOM
JHE: IUCK 3pUTEIBHOTO HepBa OJIeIHbII O{HOTOHHBIN; Fpa-
HUIBI HeueTKue. Pe3koe cyskeHue cocyfoB, apTepuu o0u-
TEpUPOBaHbI, IeTEHEepalusl CETYATKU C OTJIOKEHUEM IUT-
MEHTa OT LIEHTpa A0 nepudepun ceTIaTKu.

IIpu Y3U GprourHoil HOJIOCTH OTMEUYEHO YBEIUYCHHE
NEYEHU, CeJIe3eHKHU, Nnovyek. IToBbllIeHHE 3XOT€HHOCTU
nevenu. [Iporeunypust 1,525 r/i.

Pe3ynbraTsel rOpMOHANBHBIX U OHOXUMHYECKUX HCCIIE-
JIOBaHUY TPEJCTaBJIEHbI B Ta0I. 2.

AHaMHe3, KIIMHAYecKasl KapTHHA, Ja00opaTOpHbIE J1aH-
Hble MO3BOJIMJIN [UATHOCTHPOBATh CHHAPOM AJbCTpeMa.
W3 HeomucaHHBIX paHee CUMITOMOB Mbl OTMETHJIU MHO-
>KE€CTBEHHBII NaNMUIOMaTO3, CEOOPENHbII AepMaTUT.

B cembe nanuenTa ObL1n 00CIEOBaHBI 00 POJUTENS U
npoGaHf. Y MaTepu oOHapyskeHa wmyTauust 2141delCT.
Jdpyrux MyTalnuil U3 U3y4eHHBIX JIOKycoB reHa ALMSI B
9TOM ceMbe OOHAPYKEHO HE ObLIO.

Hayuenm M.A., 17 aem. PeGenok ot 11-i1 GepeMeHHO-
CTH, IPOTEKaBIIel Ha (poHE HeponaTHH, MSATHIX CPOUYHBIX
pPOAOB B TOJIOBHOM Tpepiexkanuu. IlepBas GepeMeHHOCTh
3aKOHUYMIIACH POXKJCHHU-
€M 3KHUBOTIO MallbuuKa,
KOTOPBIIl yMep B 2 Mec
OT CepjieuHOU HefocTa-
TOYHOCTH; 2-91 OepeMeH-
HOCTb — POJABI J1€BOY-
KoM, 3—4-s1 GepeMeHHO-
CTH — MEJUIMHCKHE
abopThl, 5-1 OGepeMeH-
HOCTb — POJIbl JIBOMHEN,
6-1 OepeMeHHOCTb —
ponbl pBoiHen, 8-10-s
OEpEMEHHOCTH - MEJU-
[IMHCKHE abopThl. MaTh
CTpajiajla OXHUpPEHHUEM,
TUNEPTOHUYECKOH 601e3-
HbIO, XPOHUYECKUM MHe-
JoHEe(PUTOM; yMepiia B

MNaument M.A
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CAYHQ#t 13 MPAKTUKA

BO3pacre 55 JIeT OT CepfleYHO-JICTOYHON HEIOCTAaTOYHOCTH;
2 cectpsbl u 3 GpaTa 310pPOBBI.

Macca tena 6onbHOrO npu poxkaernn 4350 r, piuHa 53
cM. C poKpieHus: — Ha MCKYCCTBEHHOM BcKapmimBaHuu. C
HEPBBIX MECALEB KU3HU OTMEUYEHO OBbICTpOE YBEJIMYEHUE
Macchl Tena. B Bo3pacre 1 r 8 mec umen maccy Tena 178 kn,
poct 85 em, UMT - 25,4 kr/cm’.

B 6 Mec BbISIBIEHBI HUCTArM, TUIOILIA3Usl [UCKa 3pHU-
TEJILHOTO HEepBa, B 1 royi — cBeTo60s3Hb. B 13 et oGHapy-
SKeHa TIIFOKO3YpHs U MPOTEenHypHst (OpTOCTaTHYecKas, 10
NPEANOIOKEeHNIO yposora). B 15 et BoisiBeHs! acanthosis
nigricans, runepriaukeMust HaTomak 8—10 MMoOIB/1 ; yepe3
24y mocie Harpysku riaokosoin — 12,9-14,9 mmouns/i.
Huarnocrtupoan C[12. Yposens C-mentupa 6,8 HI/Mi;
WPU- 66,2 MmEp/n. JIeuuncs Cuoopom no 500 mi 2 pa3 B
IeHb, HepeTyJsipHoO. [IIMKeMusi B TeueHHe CyTOK CHU3MIIACh
1o 4-8 MMOJIb/ 1.

Ipu ob6caeoosanuu 6 @I'Y IHII: poct — 157 cm, macca
tena 91 xn UMT — 35 kr/m’. [unepcreHndeckoe TeI0cao-
xkenue. Koxka cyxas, acanthosis nigricans Ha miee, MHO-
>KECTBEHHbIEC MNMANIIJIOMbl B MOAMBIINICYHOH 00JIacTH Ha
¢oHe runepnurMeHTanuu. PaBHOMepHOe OXHUpEHHE.
UYepen GamieHHON (POPMBI, CIIIasKEHHBIN 3aTHIIIOK, KOPOT-
Kasi 11esl, HU3KUI pocT BoJjioc Ha J0y. [1anbips! Ha pykax u
Horax kKopoTkue. Illupoxas rpyfHast KieTKa.

Tous! cepaua purmuusble, npuriayiensl, YCC — 90 B
muH, AJl 150/100 MM pT. cT. OTekoB HeT. 2KMBOT B3AyT.
Ileuens He manbOUpyeTCs U3-3a METEOPU3Ma. 3aIOPOB HET.
IIuToBupHAs Keje3a He yBeiauueHa. KimHUYecku ayTH-
peos. IlosoBoe pa3sutue: Tanuep 2-3.

Ha OKI: cunycoBeiii putm ¢ UCC 86-104 B MuH.
OTKIIOHEHHE 3JIeKTpuueckoil ocu ceppua Bieso. He-
nosiHast OJ0Kajia MpaBOd HOXKU Iydka [ica u mepenneit
BETBHU JICBOI HOXKKU myuka [uca. I3sMeHeHus: npeacepiHo-
ro KOMIIOHEHTA.

Y3U ceppua: kKaMepsbl cepAlla He paclIipeHbl, MUOKAPA
KEJIYJOUKOB He yTOJIIEH. Y INIOTHEHNE CTEHKHU KOJIbIIAa aop-
TaJBHOTO KJIalaHa. Y INIOTHEHHE CTEHOK MUTPAIBHOIO Kla-
naHa. 3aKkJII0ueHue: KpeIuleHIe XOp/ MUTPaJIbHOTO KJlalaHa
K 0a3aJbHOMY CEIMEHTY MEXKeNly[I0UKOBOI IeperopofKH.
TypOyneHTHbII TpaHCAOPTAIBHBIN TOK. MakcuManbHasi CKo-
pocts 1,0 m/c. Ilepukapn 6e3 ocoGenHocteil. Ilpusnaku
AUIATAMOHHON KapIUOMUONATUU OTCYTCTBYIOT.

Y3W OplolmHO# MONOCTH: TeNaTOMETausi, KUPOBOI
remnaros, Audgys3Hble U3MEHEHUs MOYeK, JUNOMATO3 MOj-
SKENTy[IOYHOH >Kelle3bl.

3akmrouenue okynucra: Vis OD, Vis OS Ha ypoBHe cBe-
ToolyleHns. Porosuisl mpo3paunsl. Pagysku cTpyKTyp-
HbI. XpyCTalUK ¢ HOMyTHEHUSIMH B sifipe. [1a3HOe HO: ucK
3PUTENIBHOTO OJIEIHO-PO30BbIi, MOHOTOHHBIN, I'PAHMI[bI
HeueTKkue. Aprepun cyxensl. CeTuaTka ¢ (puOPO3HBIMU
BKJIIOUCHUSMH, «IlecTpas». [Iporennypus 5,3 r/m.

Pe3ynbraThel rOPMOHANBHBIX U OHOXUMHUYECKUX HCCIIE-
JIOBaHMY TPEJCTaBJIEHbI B Ta0I. 2.

MouekyIsipHO-TeHeTHUecKOe 00cieioBaHne: 06a poiu-
TeJIsl FeTepO3UroTHble HocuTenu myrtanuu 2141delCT rena
ALMSI, a peOeHOK yHAcJIefoBal MYTaHTHbIE AJIJIEIU OT
oboux popuTesell u SBIsSeTCS TOMO3UTOTHBIM HOCUTEIIEM
9TOW MYTAallWU.

Takum oOpa3zoM, B 000uX ciiy4asix nepBble OepeMeHHO-
CTH y MaTepell 3aKOHUMINCH POXKACHUEM >KUBBIX Mallbull-
KOB, KOTOpbIE IOrHOIM Ha 2—3-M MeC KU3HU OT OCTPOH cep-
JIEYHO-COCYIUCTOIl HEJOCTATOYHOCTU. MOXHO MNpefnoso-
SKUTb, YTO HOBOPOKJICHHbIE MOTHOIM OT AMIATAlMOHHOMN
KapAMOMMOINATUY, KOTOPasl pa3BUiIach paHbIle Kilaccuye-
CKUX CHMIOTOMOB cuHApoMma AjbcTpema. HaGmromaembie
HOAPOCTKY HE HMMEJHM YKa3aHHOI MaTOJOTHM, BO3MOXHO,
BCIIE/ICTBHE €€ TPAaH3UTOPHOCTH.

denorunuyecku GOJIBHbIE MAJO OTIMYAIOTCS APYL OT
ApYra, HO MPH MOJIEKYJISPHO-TEHETUIECKOM HCCIEJOBAHUN
ObLIM BBISIBIICHBI pa3nuyHble MyTanuu. Kak oTmeuanoch
paHee, jaxe y cuOCcoB IpU (DEHOTUITHUECKOM CXOJICTBE BbIs-
BIISIIOTCS pasHble MyTauuu rea ALMSI. Hanuuue y popu-
TeJell OfHUX MyTalUil He UCKIIOYAET MOSIBICHUS y feTeil
npyrux. [Toaromy orcyrcTBue y otna m pebenka (K.K.)
BBISIBIICHHOH y MaTepu mytauuu 2141delCT TpebyeT fanb-
HEHIINX MOJIEKYJISIPHO-TEHETHUECKUX UCCIIEOBAHMUI.

IMTonumop¢usM KIMHUUECKON KapTUHBI CHHApOMA
AnbcTpeMa, CXOIHON ¢ MHOTMMU IPYTUMH F€HETHUYEeCKUMU
CHHJ[POMAaMU, 3aTPY[HSET AUarHocTuky. OgHAKO MOJEKY-
JISSHO-T€HEeTUYECKUE UCCIEJOBaHUsl CIOCOOCTBYIOT paHHe-
MY BBISIBJICHHIO JaHHOTO CUHpPOMA.

Buvipaxcaem b6aazooaprocmv MOCKO8CKOMY npeOcmasu-
meavcmsy pupmbr «Hoso Hopouck» 3a cnoHcuposaHue
MONEKYAAPHO-2EHEMUHECKUX UCCAO00BAHULL.
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