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BBEJIEHHUE

ITo mepe pa3BUTUSI MEAUKO-TEHETUUECKUX UC-
CJIeIOBAaHU I BO BCEM MUPE YMCJIO U3BECTHBIX HAC/IEI-
CTBEHHBIX 00JIe3HEU MOCTENEHHO YBEJIMUMBAETCS,
a MHOTME U3 HUX, CTaBLIME KJIACCUYECKUMU, ObLIU
M3BECTHBHI JIIOASIM OueHb gaBHo. Ceifuac B auTepa-
Type IO IeHeTuKe HabjromaeTcs Oym myOJuKaluii
0 MPEeANOoJIOXUTEIbHO HOBBIX cllyyasix U popmax
HacJIeJICTBEHHbIX 00JIe3HE U CUMHIPOMOB, MHOTHE
U3 KOTOPbIX MIPUHATO HA3bIBaTh 110 UMEHAM MEPBO-
OTKpbIBATEJICH.

Kaxapie HECKOJIBKO JIET U3BECTHbII aMepUKaH-
ckuii reHeTuK BukTop Mak-KblocHUK U31aeT KaTaaoru
HacJIeICTBEHHbIX IPU3HAKOB 1 0OJIE3HEN YeI0BeKa,
COCTaBJIsieMble HA OCHOBAaHWM KOMIIBIOTEPHOTO
aHaJiu3a JaHHbIX MUPOBOI auTepatypbl. M Beskuit
pa3 Kaxjoe Mocjeaylollee u3laHue OTInuYaeTcs OT
MPEeAbIAYIIErO YBEIUYUBAIOIIMMCS YUCIOM TaKUX
0ose3Heli. O4eBUAHO, YTO TEHACHILIMS 3Ta OYIEeT CO-
XPaHSTBHCS U JAJIbLIE, HO CKOPEE OHA OTPaXKaeT yJIyu-
LLIEHWE paclio3HaBaHUsl HACJIEICTBEHHBIX O0JIE3HEN U
0oJiee MpUCTAIbHOE BHUMAHUE K HUM, YEM PEATIbHOE
yBeJIMYEHME UX YMCJIa B IIpolecce 3Boonuu [1].
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B Hacrosiee Bpemsi OypHO pa3BUBaeTCsI HOBas
Hayka — MOJIEKyJIsipHasi MEIMLIMHA, U HaJ10 TPU3HATh
3aMETHOE OTCTaBaHUE MPAKTUUYECKON MEIULIUMHBI OT
WUCMOJIb30BAHUSI HOBEHWIIINX HAYYHBIX TOCTUXCHUMA.
OnHaKO UMEHHO KJIMHUYeCcKue HabJItoJeHus 3a-
YacTylo CJIyXaT MOILIHBIM MEePBUYHBIM CTUMYJIOM K
Hay4YHbIM ITorckaM [2]. Bce v M3BeCTHO, UTO KaXKeTcsl
U3BECTHBIM?

Cunapom beksura — Bunemana (CBbB) BriepBbie
onucaH B 1963—1969 rr. Kak cienyer u3 Kjiaccu-
YeCKOU reHEeTUKHU, MPU OIIOJOTBOPEHUU 3apOAbIII
MoJiyyaeT JiBa COMaTMYEeCKUX Habopa COBEPLICHHO
UIEHTUYHBIX (TOMOJIOTUYHBIX) XPOMOCOM, KOTOPbIE
B KJIETKE CJy4yailHO MepeMellMBaloTCs U odecrneum-
BAlOT 3a CUET MapHbIX ajljiesieid FeHOB (MaTEPUHCKMUX
U OTLOBCKMX) BCE MOCJENYIOllee pa3BUTHE OPTaHU3-
Ma, ero «reHeTuyeckyto cyapoy». OnHako rnpu CbB
00HapyXeHO UCKIJIIOYEHUE M3 DTOTO MEHEIEBCKOrO
MpaBuWJia: 3apobllll MOJyvyaeT, Kak 0ObIYHO, OT pO-
JUTEJIe J1Ba UIAEHTUYHBIX TIO CTPYKTYpE U 3aKOJM-
poBaHHON MH(pOpMaLMM Habopa reHOB, HO B laJib-
HelleM peaau3aluys 3Toi nHGopMalluy B 3apojibliie
YAaCTUYHO 3aBUCUT OT I10J1a POAUTES, MEPEAaBIIero
JIAHHbIE T€HbI, T. €. T€HbI, ITOJyYEHHbIE OT MaTepU 1
OTlla, MOTYT HECTU KaKyl0-TO 0COOYI0 MapKUPOBKY,
cneuu@uueckuii «0TrnevyaTok», el rnoJjia poauTes,
U 3TO OMpeeJISIET X pa3inyalolytocs akTUBHOCTb.
OTOT (hDeHOMEH IMOJIyUYUJT Ha3BaHUE «T€HOMHBIN UM-
OPUHTUHD» |3, 4].

Kaxk uzBectno, metuuposanue JJHK 1 renom-
HbIA UMOPUHTUHT OYEBUIHO BO3HUKIIU B IIpoliecce
€CTECTBEHHOIo 0TOOpa M XKM3HEHHO BaXKHbI, CIO-
COOCTBYIOT ONITUMAaJbHOMY Pa3BUTUIO OpraHu3Ma
U MOBBIILIAIOT €ro CNOCOOHOCTh K afanTaluydu B 13-
MEHSIIOIIMXCS YCAOBUSIX OKpYXKatoliei cpeabl [5].
B npouecce unreHcupHoro metuiavpoBanus JJHK
U €€ eCTECTBEHHOU Moaudukaluu 60Jbliias 4acTb
«ba/mIacTHOTO» TeHOMa OCTaeTCSI B HEAaKTUBHOM
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coctostHuu. MetunupoBanue JIHK, reHoMHbI UM-
MPUHTUHT — 3TO €CTECTBEHHbIE MPOSBICHUS KU3-
HENesTeIbHOCTH, B XOA€ KOTOPBIX KOHTPOJUPYETCS
9KCIIpecCcus T€HOB U IMUTeHETUYECKOE HaCea0Ba-
Hue [6]. OgHaKO B 3TOM MPOLIECCE MOTYT BOZHUKATh
OLLIMOKM — «COOM», MPUBOASIINE K pA3BUTHUIO TsIXKe-
JIbIX OoJie3Hei [7].

Hapyuienue snureHeTnueckoi MoauduKauumu
reHa MOXET HE TOJIbKO 3aTPYIHUTh €r0 pa3BUTHUE, HO
U CTaTh IMIPUYMHOUN BPOXKIEHHOM 00JIE€3HU 1 YPOICTB
[8]. Okazanoch, 4TO Cpear HOBOPOXKIECHHBIX, 3a4aThIX
IyTeM BCITIOMOTaTeJIbHbIX PENPOAYKTUBHBIX TEXHOJIO-
ruii (BPT), B HeCKO/IbKO pa3 yaille, YeM B OObIYHOI
(ectecTBeHHOM) nomnyasauuu, BeisaBisiorcss CbB,
cuHapom AHrenbMaHa u ap. Hapymenus: pyHkiumi
T€HOMHBIX UMIIPUHTUHIOB, JieXalllluX B OCHOBE BCE
yBeJIMYMBAIOLIECs rpyniibl U3 6ojee 60 Goe3Hein
(«001e3HU UMIIPUHTUHIA» ), YCTAHOBJICHBI B IIOCJIE -
HUE TOJbl BIIOJHE JOCTOBEPHO MJIst XpoMocoMm 7, 11,
12, 14, 15.

Nmenno CBB cBs3bIBalOT B IEPBYIO O4Yepelb
¢ U3MeHeHUsIMU B xpomocoMme 11. KnuHuueckue u
reHeTuYeckue oocsaea0BaHusl OOJIbHBIX I€TeH U UX
POICTBEHHUKOB, BBITTOJHEHHbIE B KBAIU(PULIUPO-
BaHHBIX LIEHTPAX, 1al0T BO3MOXHOCTb YTBEPXXIaTh,
yTo CBB MOXKeT posIBISIThCS BeChbMa pa3HOOOpa3HO:
OT HEOOJIbIIMX CUMIITOMOB (CTUIM), HE MMEIOILIUX
CEpPbE3HOT0 KJIIMHUYECKOTO 3HAYEHUS, 10 YMEPEHHBIX,
BbIPAXKEHHBIX M HAKOHEIIl 10 KpailHe TSXesblX, Ka-
TacTpouueckux hopm, TPeOYIOIINX HEMEAIEHHOTO
MHTEHCUBHOTIO JieueHUs1. [To-BuaumMomy, MOryT ObITh
Y BapraHTbl UBMEHEHU FeHOB Ha XpoMocoMe 11 6e3
Pa3BUTUSL KIIMHUYECKUX MTPU3HAKOB 0OJIE3HU, T. €.
JIAaTEHTHOE, CKPbITOE HOCUTENbCTBO. Kpome Toro,
MHOTUM OOJIbHBIM C OTPaHUYE€HHOM CUMIITOMATUKOM,
TaKOW Kak reMururiepruiasus, omdbanoluene, 1Uc-
Iia3us MNPsSMbIX MBIIILL KMBOTA, SMOpUOHAJIbHbIE
OITyXOJIU, IJIATEbHbIE TUITOTJIMKEMUM, TUTIEPUHCY-
JIMHU3M, MaKpOTJI0CCHUsl, MAKPOCOMUS, HE ITPOBOJISIT-
C$1 COOTBETCTBYIOLIME FEHETUUECKIE UCCIIeIOBAHMS,
1 OHY HAOJIIOAAIOTCS MO/ IMarHO3aMU MPUBEIEHHBIX
CUHIPOMOB, He nornanas B rpyrmny CbB, uto nmpuso-
JIUT K ero runoauarHoctuke [2]. [ToaToMy yka3biBa-
emas pacrnpoctpaHeHHocTh CBB B momyssinuy Kak
1: 13 000—15 000 x1BOPOXKAEHHBIX SIBHO 3aHIKEHA.
CoorHomeHue nojaoB — M1: /11, Het reorpadu-
YECKHMX WJIM PACOBBIX pa3jiMuMii, HO B 3aMKHYThIX
9THUYECKUX TPyMIiax 3a00J1eBa€MOCTb BBIIIIE.

Otuonorusa CbB, kak u Apyrux «ooje3Hei
WMITPUHTUHTA», CJIOKHAsI M1 BO MHOTOM €IIl¢ He BbI-
SICHEHA, XOTS U U3BECTHO, YTO peub UJET O NIPEUMY-
LIECTBEHHO 3MUT€HETUYECKUX MYTALIMSAX TPYMITbI
TE€CHO B3aMMOCBSI3aHHBIX T€HOB, BJIUSIOLIMX HA LIWKJT
pa3BUTHUS KJIETKU, UHOTAA B COUETAHUM C T€HETU-
YECKMMU TTOBPEXIECHUSIMU U HEOJArONpUsTHBIMU
BJIMSHUSIMU OKpyxatolei cpeanl. [TocnenHee Ha-

IJISIAHO TTPOSIBUIIOCH B OCJIOXKHEHMSIX, TIOTO0HBIX TaH-
HOMY CUHIPOMY, BOSHUKABIIUX ITPU UCTIOJIb30BAaHU U
BPT c akcTpakoprnopalibHbIM OILIOAOTBOPEHUEM
(XOTS MeXaHM3M OTpUIIATEIbHBIX BO3NCUCTBUI CpeIbl
OCTaeTCsI HESICHBIM ), HapyIIIEeHeM MEeTUIMPOBAHUS 1
WMITPUHTUPOBAHMS TEHOB, SKCITPECCHS KOTOPBIX 3a-
BUCUT OT UX POIUTEIHLCKOTO IMpoucxoxaeHus [9, 10].
DTa rpyIiia TeCHO B3aUMOBIUSIIOIIMX T€HOB JIOKAJI -
3yeTcs MPEeUMYIIECTBEHHO B UMIIPUHTUPOBAHHOM
00J1aCTU KOPOTKOTO ILIeya XpoMocoMbl 11p135.5.

Cpenu Bcex nauneHToB ¢ CBB 0CHOBHOI1 KOH-
TUHTeHT (83—85 %) NpeacTaBisiioT eAMHUYHBIC B CE-
Mbe CTyJau CIIOpaaiecKoro BOSHMKHOBEHMS 00JIe3-
HU, KOTZIa HET BUAUMOTO TTOBPEXICHMS XPOMOCOM,
KaprOTHUIT HOPMAaJIbHBIN, U CpeId pPOICTBEHHUKOB HE
ObLI10 1MOJ00HBIX 3a001eBaHuii. Ha noJio cemeiHbIx
3a0oJieBaHUI TIpuxoauTcs 15 % Bcex NMAlLMEHTOB,
KOrZa OTMeYaeTCss ayTOCOMHO-IOMUHAHTHBINA THT
HacJieDOBaHUS C HEMOJHONW MEeHETPAaHTHOCTBIO
MPEUMYIIECTBEHHO MO JUHUU MaTepu, U TOJbKO
B 1—-2 % ciyyaeB ecTh J0Ka3aTeJIbCTBA Hapylle-
HMSI XpOMOCOMBI 11p (MHBepcuu, nepeMelnieHus,
IyOoJIMpOBaHUE).

Benyiee 3HaueHue cpeau (paKTOPOB BO3HUKHO-
BEHUSI CUHIpOMA TPUHALIEKUT OIIMOKEe IMpoliecca
nmnpuHTUpoBaHus reHoB H19 u IGF2, kotopsie
PEryJupyioT pocT 3MOpHOHAa U OCOOEHHO TKaHEM,
MPOM3BOIHBIX Me30AepMbl. HapyiiieHue ux mpoTrBo-
CTOSTHMSI ¥ 9KCIIPECCHUU OTIpeIeIsIeT TaKKe TMIepruia-
3110 OeTa-KJIeTOK OCTPOBKOB JIaHrepraHca oakesny-
JIOYHO KeJIe3bl U B psilie ClTydaeB — TpaHC(HOPMALIUIO
BIUTENINS €€ MPOTOKOB B KJIETKU, TTPOIYLIUPYIOILINE
WHCYJIVMH, YTO B UTOTE BEIET K TUTIEPUHCYJIMHU3MY C
TUIOrInKeMuei [6].

Huarno3 CBB crpouTtcs, B mepByio ouepeb, Ha
OCHOBE KJIMHUYECKMX KPUTEPUEB, CPEar KOTOPBIX
MOXHO BBIICIUTH OOJIbIINE, TJaBHBIC JUATHOCTU-
YecKue MPU3HAKN U OTHOCUTEILHO BTOPOCTEIIEHHBIE
(nns1 nuarHosa!) nmpu3Haku. Haubosee yacThiMu
M1, COOTBETCTBEHHO, CAMBIMU BaXXHBIMU SIBJISIIOT-
¢ medexTol nepeaHeit opromHoi creHku (80 %),
Makporyoccust (88—98 %), makpocomust (97 %),
TUITOTJIMKEMUS Y HOBOPOXIEHHBIX (50—66 %). O6-
pallalT Ha ce0s BHUMaHME TakKXKe CBOCOOpa3HbIe
MpU3HAKW Ha MOYKE yXa: Cliepeau BepTHKaJIbHbIE
JIMHEWHBIE U CINIUPAJBbHBIC CKIANAKU U HA 3aJHEH
MOBEPXHOCTU — BHaBJIeHUs, IMKU (66—70 %)
[9, 11]. BecbMa xapaKkTepHO pe3Koe yBeJIUYECHUE
MAacCHhI TIJTalleHThl M MYIMOBUHBI, KOTOPbIE HEPEIKO
B IBa pa3a MpPeBOCXOASIT HOpMaJbHBIE pa3Mephl,
oTMeudaeTcsi MHoroBoaue (50 %), 3HAYUTEIbHOE
yBeandyeHue pasmepoB nedeHu (80 %), ceneseHKU
(82 %), nHorma nobGaBoUYHAas CeJie3eHKA, 4acTO He-
MOJIHBII MOBOPOT KUIIEUHUKA, (POPMUPYIOLIUIACS
yxe K 10-i1 Henesne BHyTpuyTpoOHOTro pa3sutus. Ko
BPEMEHU POXKACHMS y peOSHKA MOI'YT ObITh BbISIBJIEHBI

2 1 6 CuHppom bekButa — Bugemana,
WV BCE JIV [IPOCTO B 310Xy COBPEMEHHbIX [JOCTUXEHNIA

2018 T17Ne3;215-220  MIPEHATAALHAY SHATHOTHUA



U IpyTUe pa3HooOpa3Hble NedeKThl (POpMUPOBAHUS
MUIIEBAPUTEIBHON CUCTEMBbI: CTEHO3 IIPMBPATHUKA,
Cy>XE€HUE MOIB3IOIIHON KUIIIKW, aTPe3usT yIaCTKOB
TOJICTOM KMIIIKH, 3aKPBITHE UM CMEIIEHNEe aHab-
HOTO OTBepCTHs, MaxoBas rpbika. [loutn y Bcex
OOJbHBIX HAXOAAT YBEIUYCHUE pa3MepoB MOYEK,
HEpeaKo B COUeTaHUU C He(DPOKAJIbIIMHO30M, Ha-
pYILIEHUEM CTPYKTYPBI TOYEK M MOUYEBBIICIUTETLHOMN
CHUCTEeMbI — KMCTO3HBIC 00pa30BaHMS, TUBEPTUKYJIBI,
YIBOCHHUE CUCTEMbI COOpa MOYM, YBEJIMUYEHHBIN MO-
YeBOU IMy3bIPb, PaCIIMPEeHNE JOXaHOK, MTOBBIIICHHUE
00pa3oBaHusl MOYU U T. A. JJOBOJBHO TUNIUYHA JJIs
CBB BbIcOKas YaCTOTa BOSHUKHOBEHMUST Y 9TUX OO0JTb-
HbIX HedpobaacTombl (7,5 %). B ¢Bsi3u ¢ upe3aMepHO
OBICTPBIM POCTOM BHYTPEHHUX OPTAaHOB U BUCIIEPO-
Merajimeit oopa3yroTcs ¢ O0JIbIION YaCTOTOM Aua-
(parmanbHasi rpbxka, paCXOXXICHHUE TTPSIMbBIX MBIIIIL]
JKMBOTa U OCOOEHHO oM(astoriene, MyrmoBUHHAs 1/
uiu nynodyHas rpeiku (50 %), Tpebylomue, Kak
MPaBUJIO, XUPYPTUUECKOTO JCUCHUS.

B Hamewm xypHajie yXe ecTb nyOJIMKALUU I10
nuarHoctuke CBbB [12, 13]. IlpuBoauM coOCTBEHHOE
HaOJII0IcHUE.

MATEPHAII H METOJ[BI

bepemennas 3., 27 ner, nepBodepeMeHHas1, Ha
yueTe B XEHCKOW KoHcyabTaluu ¢ 8 Hea. Komobu-
HUPOBaHHBINA CKPpUHUHT | TpuMmecTpa npoiiaeH, 6e3
ocobeHHocTteil. CkpuHuHr 11 TpuMecTpa npoiiaeH B
20—21 nen. ITo dheToMeTpuM M0 COOTBETCTBOBAJ
recTallMOHHOMY CPOKY, BBISIBJIEHO MHOTOBOIME. My
coMmaTuyecku 310poB. ITalimeHTKa caMOCTOsITeIbHO
npunuia B MI'K I'BY3 OKIILL Ne 2 B cpoke 27 Hen
OepeMeHHOCTH.

VibTpa3BykoBbie 00C/I€I0BaHUS TPOBOIUIUCH
Ha anmnaparax Philips IU 22 u Voluson E8 tpaHca0-
JIOMUHAJIbHBIMU TaTYUKAMU.

PE3YJIBTATHI

I1pu npoBeneHNUM yJILTPA3BYKOBOTO MCCJIENO-
BaHUS B 27 Hel OEpeMEeHHOCTU pa3Mephl T'OJIOBBI U
>KMBOTA TJI0Ja cooTBeTcTBOBaiu 31—32 Henm Oepe-
MEHHOCTH, IJINHA JJIMHHBIX TPyOUaThIX KOCTEHl CO-
oTBeTcTBOBaJa 28 Hen. OOpalan Ha ce0sl BHUMaHUE
IUIOCKUI TTpoUIb IJIOAA M OTKPHITHIN Ha IPOTSIKeE-
HUU BCETO UCCIIEIOBAHMS POT 3a CYET MAKPOTJIOCCHUM.
ITeyens ruioaa 6buUIa yBeIMUEHA, pa3Mephbl TOUYEK — I10
BEepXHE TpaHN1Ie HOPMbI C HEM3MEHEHHOM 9XOCTPYK-
Typoii. MecTo IIpuKpenjeH!s IMyIIOBUHEI K TIepe/I-
Heli OpIoIlTHOM cTeHKe 6e3 maTosoruu. OTMevaioch
MHOTOBOIME, HAaMOOJIBIINI KapMaH OKOJIOTIIOZHBIX
Bog coctaBu 124 mm. CaenaHo 3akiaoueHue: «bepe-
MEHHOCTbh 27—28 Hen. MHoOroBoaue, MakKpoCcOMUsI,
BUCLIEpOMET s, Makpoliedannsi, MaKpOrjioccus.
HaHHast 3xokapTrHa MOXeT cooTBeTcTBOBaTH CHB».
IMTammenTKa Obl1a KOHCYJIBTUPOBaHA reHeTUKOM. Ha-

3HauyeH ckpuHUHT 111 TpumecTpa B ycinoBusix MI'K
I'bY3 BOKIILL Ne 2.

IIpu cnenyloumeit sseke B 32—33 Hen B xoze
YABTPA3BYKOBOTO UCCIIEIOBaHMSI 0OHAPYKEHO: MHO-
roBoaue (puc. 1), MaKporjoccusl, LMpoKas IepeHo-
culia, CriaxKeHHbIU Tpoduiib (puc. 2), BbICTYIAIOLII
7100, BUcLepoMeranus (puc. 3), BEHTPUKYJIOMETraus
JIETKOU cTerneHu (puc. 4).

Y MalueHTKU MPOM3OIILIN CaMOIIPOM3BOJIbLHbIE
CPOYHBIE POABI IUIOAOM MYXKCKOTO MMOJa Maccoil
5200 r, mmrHoit 60 cM. [1epBoHaYaIbHO Y HEOHATOJIO-
TOB BO3HUKJIM COMHEHMSI 110 TIOBOIY HAIMYHMS KaKO¥i-
JIMOO0 reHHoM rarosioruu. OgHaKo IIpY IIOCTHATAIbHOM
OCMOTpPE COBMECTHO C TEHETMKOM U CITeIIMaTUCTOM
YABTPa3BYKOBOI TMAarHOCTUKY IMTOATBEPKICHBI IIPEeHa-
TaJbHBIC DEHOTUTTMYECKUE N3MEHEHMUS: BBIPA)KEHHbBIC
JIOOHBIE OYIPhI, LIMPOKAsI IEPEHOCULIA, MAKPOTJIOCCHST
(puc. 5), Bucuepomeranusi. O0HapyXeHbI HaCeUYKU
Ha 3aJHel MOBEPXHOCTH YIIHBIX paKOBUH (puc. 6),
aHOMaJIbHasl JepMaTorjauduKa Ha cTomnax, ryookue
MOAOIIBEHHbIE 00pO3abl (pUC. 7), IMacTa3 MPsSIMbIX
MBIIIII )KUBOTA. KapnoTrn HOpMaIbHBIA.

M3 u3MmeHeHuil B 1aboOpaTOPHBIX UCCIEI0BA-
HUSIX — TUIOMIMKEMMS U MmaHuTeMusi. CorjacHo
HAIllUM peKOMEHIAIMsIM, HOBOPOXXICHHOMY HauaTo
HeMeIJICHHOEe BHYTPUBEHHOE BBEIACHUE TJIIOKO3HI,
TakXXe MPOBOAMIOCH JICYEHNE PECIIMPATOPHOTO
JIUCTPECC-CUHAPOMA, BHYTPUCOCYIMCTOE BIMBaHUE
PacTBOPOB BJIEKTPOJIUTOB, KOMOMHALIMM aHTUOMO-
TUKOB. TTallMeHTKa corjiacujiach Ha MOJIEKYJISIPHO-
TeHETUYECKOE UCCIIeOBAaHME, KOTOPOE HE TTOKa3aio
U3MeHeHUI 1 HapyeHust MeTuaupoBanuss KvLQT
(ucxmovaet 40—50 % ciayuaeB 00J1€3HM), a TAKKE OT-
CYTCTBMSI OMHOPOIUTENHCKON TUCOMUY (UCKITIOUaeT
20 % caydaeB 00JI€3HU).

YuuThIBas BBIIICHAMTMCAHHOE, a TAKXKe HEBO3-
MOXHOCTb 100%-Hoi1 IMarHOCTUKM JJa00PaTOPHBIMU
MeTOoJaMU, KJIMHUYeCKU TocTaBieH auarHo3 CBB.
Pa3 B 6 Mec IIPOBOIIIIOCH YIILTPA3BYKOBOE UCCIICIOBAHIE

Puc. 1. MHorosoaue.
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Puc. 3. Hedpomeranums.

Puc. 4. BeHTpukynomeranus. Puc. 5. ®eHoTun HoBOopoXxaeHHoro ¢ CBB.

Puc. 6. Haceukn Ha 3agHeli NOBEPXHOCTU MOYEK YLLIHbIX PAKOBUH. Puc. 7. [ny6okue nogowBeHHble 60p03abl.

OPIOLIIHOI TTOJIOCTU 1 TOJJOBHOTO MO3Ta pebeHKa — ObFCYXIIEHUE

MeTaIula3uii He BhIsiBJIeHO. B 8 Mec Bec pebeHKa co- CsoiictBeHHbie CBB KpyIHbIe pa3Mepsl Iioga
crapysin 10,5 kr. @eHorun pedbeHka B § Mec, 1 ronn  (IIMHA Teja B cpeaHeM 52 cM, macca 6osee 4000 T,
3 Mmec, B 2 roja npeacrapieH Ha pucyHkax 8, 9 u 10 T.e. 6osee 95-ro mpoLeHTHIs) B COUeTaHUU C MHOTO-
COOTBETCTBEHHO. OTMEUaeTcs OTCTaBaHME TICUXOpe-  BOJAMEM U OOJIBIION TIIALEHTOM B 3aKJIIOUMTEIbHOMN
YeBOT'O Pa3BUTHUSL. CTaanu BHYTPUYTPOOHOTO Pa3BUTHS YKe HE BIIOJHE
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Puc. 8. ®eHoTtun pebeHka B Bo3pacTe 8 MecsLeB.

Puc. 9. ®eHoTtun pebeHka B Bo3pacTte 1 rog n 3 mecaua.

COOTBETCTBYIOT pa3MepaM MaTK1, BUIUMO, TTIOITOMY
B TOJIOBMHE Cy4aeB POJbI HACTYMAIOT MpeXkIeBpe-
MeHHO (B peneax 30—38 Hen).

IMoutu y 2/3 6onbHbIx ¢ CbB Bo3HMKaeT rurmo-
[JIMKEMUS B MEPBBIC YaCchl UM B TeUeHUE 3 mHEM
MocJie POKACHMS, XOTsI BO3MOXKHO 1 00Jiee Mo3aHee
HayaJjo ruIorJIMKEeMUU — B TeUeHHUE TIEPBOT0 MecsIia
KU3HM. MakpocoMuUsl Iioga — MpU3HAK YCUIEH-
HBIX aHA00JIMYECKUX IIPOLIECCOB, 0OYCIOBIEHHBIX
OOBIYHO MMOBBIIIEHHOM MPOAYKIIME U aKTUBHOCTbHIO
MHCYJIMHA U MHCYJMHOII0A00HBIX (paKTOPOB pOCTa.
MHCyaMH MaTepu He MOXET MPEeOonoJeTh IIalleH-
TapHBI 6apbep, U MOTOMY IOBBIIIIEHUE YPOBHS
WHCYJIMHA B KPOBU TUIOJA CBSI3aHO JIMIID C €T0 BbI-
COKHMM CHMHTE30M B MOIKETYIOUHOM XKeie3e Ioja.
I'unepnnasus 6eTa-KjI€TOK OCTPOBKOB JIaHrepraHca
HOCUT 00bIYHO IU(dbhY3HBI XapaKTep, HEPEAKO

Puc. 10. ToT xe pebeHoK B 2 roga.

TaK>K€e AMUTEUIA TPOTOKOB ITOIKETYI0UHOM XKeJI€3bl
TpaHCc(HOPMUPYETCs B OeTa-KIETKU, CIIOCOOHbIE IIPO-
NyUMPOBaTb UHCYJIWH. [IpOHUKHOBEHNE IJIIOKO3bI B
KJIETKM [I€YEHU U LEHTPAJIbHOM HEPBHOM CUCTEMBI,
B OTJIMYME OT BCEX JPYTUX TKAHEMU, IBISIETCS UHCY-
JIMHHE3aBUCUMBIM, TaK KaK He CBS3aHO C YPOBHEM
MHCYJIWHA, a UAET 10 TUILYy 00JieTueHHOI nuddy-
3UU B COOTBETCTBUU C PA3JIMUUEM €€ KOHILIEHTpa-
LIMM B KPOBHM U B 3TUX TKaHSIX. B TaKOM aKTMBHOM
repeHoce BellleCTBa MPOTUB KOHLIEHTPALIMOHHBIX U
9JIEKTPOXMMUUYECKUX FPaJUEHTOB y4acTBYIOT O€JI-
KOBBbIE TpaHcmopTephl I0Ko3bl (GLUT), kanbuuii,
AT®-3aBucumMble KaaueBbie KaHAIbl KJIETOYHOM
meMOpaHbl. '0JIOBHOIT MO3Ir — OCHOBHOI OpraH
OTpe0JICHUS TTH0KO3bI, 103TOMY 10 70 % IJII0KO3HI,
LIMPKYJIMPYIOLel B KPOBU, YTUIU3UPYETCS B LIEH-
tpanbHoit HepBHOU cucteme (LUHC) n numb 30 %
MIPUXOIUTCS Ha OCTaJIbHbIE TKaHU [14].
ITockoyibKy B HEPBHBIX KJIETKax HET 3araca
[JIIOKO3bI B BUJIE€ INIMKOT€HA, TO OHU HYXX/1al0TCS1 B HE-
MPepbIBHOM €€ NoCTyIuieHUU. [ToaToMy npu najgeHuun
€€ KOHLIEHTpalUU B KPOBU HEMEIJIEHHO Hapy1IaloTCs
HEpro3aBrUCcUMbIe TIpoliecchl MeTaboau3ma B LIHC
(TpaHCHOPT MOHOB Yepe3 Mia3MaTuYecKyo MeMOpa-
Hy, nepeiaya UMIYJIbCOB, paboTa MUTOXOHAPUH,
BHYTPUKJIETOUHbII CMHTE3 OCJIKOB 1 OMOJIOTMYECKI
aKTUBHBIX BELLIECTB, Pa3JIMUHbIX HEHPOMEIUATOPOB,
CBSI3bIBAHUE MOCJEIHUX C peLenTopaMu U Ip.).
JlnarHocTuka MpUYMH rMIOTIMKEMUU U €€ JIeUeHe
JIOJIKHBI IPOBOJUTHCS OTHOBpeMeHHO. [TalineHTOB ¢
CbB Heo0X0aMMO BECTU COMIACHO CYIIECTBYIOIIUM
pEKOMEHIAalIMAM, TOTJa BEPOSITHOCTb OTCTaBaHUS
YMCTBEHHOTI'O Pa3BUTUSI 3HAUUTEJIBHO HUXKE.
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ABSTRACT
The article contains description of the congenital genetic disease — Beckwith — Wiedemann syndrome.
The issues of actiology, diagnosis of the disease and features of postnatal management of newborns are described.
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