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Frasier CHHZPOM XapaKTepH3yeTCs PAHHUM JAe0I0TOM He()POTHIECKOTO CHHAPOMA H (DOKATBHO-CEIMEHTAp-
HBIM ITIOMEPYIOCKIEPO30M Yy JeTEr C My>KCKHM IceBaorepmMadpoauTu3Mom u myramnuei B reae WI'1 (reH omy-
X014 Bribmca). Y G0JIBIIMHCTBA TAIHEHTOB IIPUXOAUT K XPOHHYIECKOH ITOYETHON HEZOCTATOIHOCTH. 32 OTHUM
BAJKHBIM HMCKJIIOYEHHEM (OTCYTCTBHE OIyX0aH Brismca), penorun nmpu cuaapome Frasier IoYTH OJIHOCTHIO
uaeHTHYeH penorumy npu cuaapome Denys-Drash. 9ru «46, XY» HHAHBUYyMBI HMEIOT HOPMAJIbHbIC BHEIIHHE
JK€HCKHE '€ HHTAJIHH C TAKEBHIHBIMH I'OHAJAMH, IIPEJCTABJICHHBIMH TKAHBIO CEMEHHHKOB CO CKJIOHHOCTBIO K
Manurausanu. B craree qano onucanue Frasier cuapoma y pedenka 13 ser.

Cpenu pa3zHOOOPA3US IEPBUYHBIX COCTOSHUH, KOTO-
pBI€ MOI'YT IPOABIATHCA HEPPOTUUECKAM CUHAPOMOM
IIPY POXICHUU WIN B IIEPBBIC T'OJbI KU3HH, HanOOI€Ee
M3BECTEH BPOXKICHHBIN Hedpornueckuil cuaapom (HC)
(pMHCKOrO TUIA, XAPAKTEPUSYIOIUICA MyTALUEH T'€HA
(NPHS1), pacrionoxeHHOro Ha xpomocome 19q13.1. Ero
IIPOAYKT OEJIOK HE(PPUH UMEET OTHOMIEHUE K (DYHKIIUN
MOJIOITUTOB. 3200IEBAHUE, HANOOJIEE PACIIPOCTPAHEHHOE
B OUHIAHINHN, XAPAKTEPUIYETCA dyTOCOMHO-PELIECCHB-
HBIM TUIIOM HacsegoBanus. HC creponapesucTenTes, u
IIPUYMHAMU CMEPTHU OOIBHBIX OOBIYHO ObIBAIOT MH(PEKIIMS
WJIN BBIPKCHHASA JUAPEs C JNEKTPOINTHBIM JUCOAIAHCOM
[1]. Apyrumu npuarHaMu paHHero Aediora HC MOryT ObITh
IJIOMEPYIOHE(MPPUT C MUHUMAIBHBIMUA U3MEHECHUAMM,
(pOKAILHO-CEIrMEHTAPHBIA ITTOMEPYIOCKIEPO3 M ME3AHT U~
O-IIPOAU(EPATUBHBII ITIOMEPYIOHEDPUT. B uacTh Takux
cygaes HC 9yBCTBUTENEH K CTEPOUIHON Tepanuu [1].

PacnipocrpaneHnHoi NpuauHOi panHero aedora HC
ABJACTCS AUPY3HBIN ME3AHTHAIBHBI CKIEPO3, KOTOPBIA
MOKET BO3HUKHYTb KAK U30JMPOBAHHOE COCTOAHUE WIN
ACCOLMMPOBATLCA C MYKCKUM IICEBAOTEPMAPPOSUTHS-
MOM U onyxosbio Bunbmca (Denys-Drash cunzppom) [2].
Denys-Drash cunpom u Frasier CHHAPOM IeTEPMUHUPO-
BaHBI PA3HBIMU MYTAITUSMU OJTHOT'O U TOTO ke reHa W1,
PACIIONOXEHHOTO Ha 11p13. DTOT reH OTBETCTBEHEH 32
PAa3BUTHE IIOJIOBOT'O OYI'OPKA YENIOBEKA, MIICKOIUTAIOIIUX,
IITULL ¥ PENTINNA B IEPUOJ AHTECHATAIBHOI'O PA3BUTHA [2].

WTT1 reH, BIUSIONIAN HA TTOYKA U TOHA/IBI, COCTOUT 13 10
SK30HOB U KOZIUPYET HEJIOK — PETY/LATOP TPAHCKPUIILIUHI U
cynpeccop omyxonu. [Tpu Denys-Drash cunpome 46, XY
JETH UMEIOT KEHCKUI (DEHOTUII, TAKEBU/IHBIE TOHA/IBI U
[IOYEYHOE 3200JIEBAHUE, PA3BUBAIONICECS B PAHHEM JICTCTBE
U IIPEACTABICHHOE U(P@Y3HBIM ME3AHTHAIbHBIM CKIIEPO-
30M C BBIPLKEHHBIM PUCKOM (>50%) pa3BUTHA ONYXOIN
Bunbpmca. CHHAPOM ONMCAH B COYETAHUN C PA3HOOOPA3-
HBIMU MyTalusAMH B rene WT'1 [3,4].

34 UCKIIOUEHNEM OTCYTCTBHA OITyXOnu BrmbMca, Frasier
CHH/IPOM MOYTH WICHTHUYCH cuHapomy Denys-Drash. 46,
XY-IalyeHTsl UMEIOT HOPMAJIBHBIC JKEHCKUE HAPYKHbIC
IIOJIOBBIE OPI'aHbI C JUCTEHE3UEN I'OHAJL, B KOTOPLIX 4aCTO
Pa3BUBAETCA I'OHALOOMIACTOMA. Y BCEX IALIMEHTOB YXKE B
JETCTBE PA3BUBACTCA TOPMOHOPE3nCcTeHnTHRI HC, MOp-
(POTIOrNYECKUM CYOCTPATOM KOTOPOI'O ABIAETCS (POKAID-
HO-CETMEHTAPHBIN ITIOMEPYIOCKIEPO3, C UCXOJOM B XPO-
HHYECKYIO IIOYEYHYIO HEIOCTATOYHOCTD B IIOJPOCTKOBOM
WM IKE PAHHEM 3PEIOM BO3pacTe. JJake B YeTBEPTOH
JEKA/IC *KU3HN Y HUX HE PA3BUBAETCS ONYXO/b Bubmca.
Frasier cCMHAPOM 9aCTO COYETACTCA C MyTALIUAMU B UHTPOHE
reHa WT'1, pyHKIIMOHHPYIOUIETO KAK AKTUBATOP ampupe-
rynuHa [3,4]. B HacrosmeM COOOIEHNN MBI IIPEACTABIIAEM
HUCTOPUIO 6OIE3HU HAOIO/IABIIETOC HAMU Cy4as Frasier
CHHZIPOMA.

H3ucmopuu 6one3nu: 6onpHas AHSI A, 13 1eT; U3BeCT-
HO, 4TO €€ POMKACHHIO IIPEAIECTBOBAIO 10 6epeMeHHOCTEN
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Tpancmoxauna 13, 16 xp orzocons

Puc. 1. ®parMeHT poJOCIOBHON CEMbU AHH A.

Mmarepu (puc. 1). Bce oHu 6€3 UCKTIOUEHN IPOTEKAIH C
TOKCUKO30M H4 BCEM ITPOTSLKEHUU M He(pponatuert. [lepsas
6€peMEHHOCTD 3AKOHYW/IACh POLAMH 340POBOU JOHOIIECH-
HOM ieBOYKH (puc. 1,1V 3). Bropas 6epeMEHHOCTD, OCJIE-
JOBABIIAA 3 7 TOIAMH BTOPUYHOTO OECIUIONA, IO TIOBOALY
KOTOPOT'O MaTb HE JIEYWIACh, 3aKOHUMIACh POAMU JOHO-
HICHHOI'O MAJIbYMKA CO CIIMHOMO3ZI'OBOM I'PBIKEH M1 KOMOU-
HHUPOBAHHBIM IIOPOKOM CEPALIA. MAIBUUK yMED B BO3PACTE
9 mecanes (puc. 1, IV 4). UcxogamMu NOCIEAYIOMNX TIATH
6EPEMEHHOCTEN CTANN CIIOHTAHHBIE A00PTHI B IEPBOM
Tpumecrpe (puc. 1, IV 5-9). Ouepegnas 6epeMEHHOCTb
3aKOHYM/IACH POJJAMH JJOHOIIEHHOT'O MaIbYMKa CO CIIUHO-
MO3I'OBOJ I'PBIKEN, YMEPIIET'O CPA3Y IIOCIIE POXKIECHUA (PUC.
1,1V 10). IBe nocnenyiomue 6epeMEHHOCTH 3AKOHYUINCD
CIIOHTAHHBIMH 400PTAMH B IIEPBOM TpUMeECTpe (puc. 1, IV
11-12). Hacrosmas 6epeMEHHOCTb ObLIa OJUHHA/IIATON
10 cyeTy. Posipl ObuIn YETBEPTHIMY, CPOYHBIMU U (PU3H-
onoruueckumu (puc. 1, IV 13). Bec u pocr pebenka npu
POXIEHUY ObLIM HOPMAIBHBIMU. Er'O 1IOJI OIIPEAENIEH KaK
JKEHCKUI. Pannee pazsurue npoTeKano 6€3 0COOCHHOCTEIL.
B nepsble 1Ba oA JKU3HU ABAK/IBI PACCEKAIMCH CUHEXUN

JKUJIKAM CTYJI, OTMEYECHA 3aJ[CPIKKA
MOYHM /10 12 4acoB, XOTSI OTEKOB HE
ObUI0. BpABIEHBI 30TEMUS (MOYEBUHA
KpOBU 43,2 MMOJIb/JT), IPOTEUHYPUA (2
r/cyrku). JuarHoCTUpoBaHa OCTpasd
MOYEYHASA HEAOCTATOYHOCTD, KOTOPAs
pa3pemunnach B TEYEHUE 2 HEJEb.
OJHAKO IPOTENHYPUA COXPAHAETCA B
TEYEHUE BCEN MOCJIEAYIOMEN KU3HHU,
HE CIYCKASICh HIWKE 6—8 T' B CYTKHU U
COIPOBOXKAAACH TUIIONIPOTEUHEMUEH,
IUIIEPIUIIUAEMUEH, TUIIEPXOJIeCTE-
puHeMuen. OTEKOB HUKOIVIA HE OTME-
4aJI0Cb. MHOTOKPATHO MPOBOAUMAS
IIIOKOKOPTUKOW/JHAS TEPAIINSA B 4/ICK-
BATHBIX CYTOYHBIX ¥ KYPCOBBIX /1034X,
4 TAKKE HUTOCTATUYECKAA TEPAIUA
IUKIO(POChHAHOM 3(P(PEKTA HE AN
C 10 ner npucoeMHWIACH CTOMKAA
ApTEPUAIbHAS TUIICPTECH3UAL

YVUuTBIBASI PAHHN IEOIOT 1 HAPACTAIOMIYIO AKTHBHOCTD
TOPMOHOPE3UCTEHTHOI'O HE(PPOTUUECKOTO CUHAPOMA, B
Bo3pacre 11,5 ieT 6bU1a IPOBE/IEHA ITYHKIIMOHHAS OMOTICHS
IIOYKHU. BBIABIEH (POKANIBHO-CEIMEHTAPHBIN IJIOMEPYIIO-
CKJIEPO3 C TOTAIBHBIM THAIMHO30M €IUHUYHBIX ITIOME-
Pya ¥ aTpoduen KaHAIBIIEBOTrO anuTtenus (puc. 2, 3). Ha
MOMEHT OMOIICUU COCTOAHUE PEOEHKA OBUIO CTA0OM/IbHBIM
U OLICHUBATIOCh KAK CPENHEN TLKECTU IO XAPAKTEPY OC-
HOBHOTO 3400JIEBAHUSL.

PocruBec coorBeTcTBOBAIN 10 11eHTHIIO. DU3UYECKOE
PAa3BUTHE TAPMOHUYHOE. Y peOEHKA XKEHCKUI (DEHOTHI,
AKTUBHA, OOIUTE/IbHA, IIOBEACHUE 4CKBATHO I1aCIIOPT-
HOMY IOJLY.

VUnTBIBASL HEGIATONPHUATHBIIN AKYIIEPCKUI AaHAMHES,
PAHHIOIO I'HGEb IBYX OPATHEB C MHOKECTBEHHBIMH [IOPO-
KaMU PA3BUTUA, CEPUIO PAHHUX BBLIKU/IBIIIEN Y MATEPH JJO
HaCTOsIIEN 6EPEMEHHOCTH, a4 TAKKe paHHU ne6i0T HC
y JEBOYKH C PELUAUBUPYIOIUMH CUHEXUAMU IIOJIOBBIX
ry0 6bUIO IPOBEACHO KAPUOTUIIUPOBAHUE IPOGAHA. Mo-
JIEKY/IAPHO-LIUTOTCHETUYECKAA JUATHOCTUKA, 4 UMEHHO

Puc. 2. ®OKaIBHO-CETMEHTAPHBIH ITTOMEPYIOCKIEPO3.
OKpacKka reMOTOKCHIHH-303HHOM. CBETOBasI MUKPOCKOIIHSA
HedpoGHonTaTA AHM A.
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(pmoopecuenTHas rudpuausanys i situ (FISH) c ucrionp-
30BaHUEM Xpomocomocnenupuynbx JHK-npo6 us opu-
T'MHAJIbHON KOJIEKLMH [5] 1AOOPATOPUU LIUTOI'€HETUKN
Hay4yHOro neHrpa nCuxudeckoro 310poBbs POCCHUIICKOI
Axagemun MepunmHckux Hayk, IpoBOAWIACH KIACCHUYC-
CKUMH MeTOfIaMH [6] C OCTIE/YFOITUMHU MOIU(PUKATTHSIMI
[7]. Amamm3 MeTadasHbIX XPOMOCOM Y JJEBOYKH BBIABHII
KapuOTHIT 46, XY CO COUTAHCUPOBAHHOM TPAHCIOKAITUEH
XPOMOCOM 13 11 16. 1151 yTOUHEHHST HATUYHST MO3AUTTN3MA
B KY/IbTyp€ OBLIO IIPOBELEHO MOJIEKYIAPHO-LIUTOI€HE-
TUYECKOE MCCIEOBAHUE, KOTOPOE MOKA3AI0 BO BCEX
HCCIEAOBAHHBIX META(MA3HBIX KICTKAX U MHTEP(PAHBIX
A4pax NPUCYTCTBUE OJHOI'O CUI'HAJIA, MAPKUPYIOIIETO
xpomocomy X u Y. [IUTOr€HETHYECKHUE METO/bI II03BO-
JIMJIA YCTAHOBUTD TOYKU PA3PbIBA B JUIMHHOM Iulede 13
XPOMOCOMBI B y4aCTKE 12.3 U TOYKU BOCCOEJUHECHUA
OTOPBABIINXCS CETMEHTOB C TEJIOMEPHBIM Y4dCTKOM (124.3
JJIMHHOTO TJ1e4a HEIOMOJIOTUYHON XpOMOCOMBI 16. B
pE3YIbTATE AHAIN3A KAPUOTHUII PEOEHKA OIPEIENIEH KAK
46, XY, t(13;16) (q12.3; q24.3), wn moppoduee — 46, XY,
t (13;16) (13 pter —» 13q 12.3; 16 pter —» 16q 24.3:13q 12.3
— 13 qter) mat, 4TO OTpaXKAET IPOTLKEHHOCTh CETMEHTOB
JEPUBATHBIX XPOMOCOM, BOBJICUCHHBIX B TPAHCIOKALMIO
MATEPHUHCKOI'O IPOUCXOKACHUA. IIeHTUYHAA TPAHCIOKA-
YA HatiieHa B Kapuorturie marepu (puc. 1,111 3) u crapmen
cectpel (puc. 1, IV 3). [IpoBeieHHOE TUTOTE€HETUYECKOE
HCCIEAOBAHUE TIO3BONIUIO YCTAHOBUTD ¥ pebeHKa cHa-
JIAHCUPOBAHHYIO TPAHCIOKALUIO C TOYKAMHU PA3PbIBA U
BOCCOCOMHEHUSA. PE3yIETraThl MOIEKYIAPHO-LIUTOICHETH-
YECKOM JUATHOCTUKN MCKIIOUMINA XPOMOCOMHBIA MO3aH-
LIM3M Y ITOTBEPAWIIN IIPABMILHOCTD HUTOI'C€HETHYECKOTO
Juarnosa. CeMeiHasg CONAHCUPOBAHHAS TPAHCIOKAIA
13—16 XpOMOCOM, TTO-BU/TIMOMY, HE UMEET OTHOMICHUS
K OCHOBHOMY 3200/IEBAHUIO, HO IIPEAIOIOKATENBHO OHA
ABUIACH IPUYUHON XPOHUUYECKOI'O HEBBIHAIIUBAHUSA
6EPEMEHHOCTEN Y MATEPU U PAHHEN THOENH 2 CUOCOB, PO-
JUBIIAXCA CO MHOKECTBEHHBIMU dHOMAIMAMU PA3BUATHS,
B TOM YUCIIE, C KOM6I/IHI/IpOB2_HHbIMI/I IMOPOKAMU CEp/ia 1
CIIMHOMO3I'OBBIMU I'DBDKAMH.

Bepymum CHHAPOMOM y NPOOAHA ABIACTCA HEMOJI-
HBII HE(PPOTUUECKUH CUHIPOM 6€3 OTEUHOIO CUHAPOMA,
C 3KCKpenuen 6enka 10 13 r B CYTKH, POTEKAIOMUI C
TUTIOTIPOTEUHEMHUEH 10 46,33 T /11, ANCTPOTEHHEMUEH
(anmp6YyMUHBI 43%, o, -TTIOOYIUHBI 4%, o,-TTOOYINHbBL 24%,
B-rno6ynunn 16%, y-rmobyaunst 13%, koadduineHT
1bOYMUHDL/TI00Y/IMHEL 0,75), THIIEPXONEeCTEPUHEMUEH
10 11,64 MMOMB /I, runepunuiemMuett 10 11,6 MMoib,/i,
runeppuéprHOreHeMuest 10 6,6 r/1. Y pebeHKa CHIKEHBI
obmue T-mumpountsl (3,4 x 10°/1), T-xennepsl (55,2%) u
HATypajIbHble KWLIEPHL (3,0%), 4TO IPEACTABIAET COOOM
PUCK OyAyLIEe MATUTHUZALIAN.

Hcenenopanue (PyHKIMOHAIBHOIO COCTOSHUA IIOYEK
BBIABU/IO CHIDKCHHUE KIMPEHCA S3HIOTCHHOI'O KDEATUHUHA
710 1,0 Mi/C, OTHOCUTENBHON IJIOTHOCTH MOYHU (MAaK-
CUMaJIbHBINA NOKa3aTens 1017) u gpyrux TyOynsapHbIX
(byHKIMIA. TUTpyEeMas KUCJIOTHOCTb COCTaBMIA 12 MMOIb/
CYyT/ CTaH/. IOBEPXHOCTD TE/Id, SKCKPELIUA AMMOHHUA —
14 MMOJIb/CYT, 9KCKpPELUA ITAHOJAMUAHA C MOYOMH Oblia
MOBBIIEHA JO 540 MI'/CYT, ONPEAEIANACh BBIPAKCHHASA
AMUHOALU/YPHS C IIPEOOIaTAHUEM TUCTH/INHA, ATTAHUHA,
JIM3UHA Y OKCUIIPO/IMHA. BbIT 3HAUNTEIBHO MOBBIIIEH OK-
CAJIATHO-KPEATUHUHOBBIN MHJEKC (KPEATUHUH X MOYEBUHA
CBIBOPOTKU KPOBU B IIpezienax HOpMbI — 0,091 MMOIIb/11 1

5,51 MMOJIB /71 COOTBETCTBEHHO).

ApreprabHOE JaBIeHUE ObUIO OBBIIEHO 10 140/100
MM PT. CT., YPOBEHb PEHNHA 1 AHTHOTEH3UHA — B HECKOJIBKO
pas (24,3 Hr/Mi/9 1 35,9 HI'/MJI COOTBETCTBEHHO) 11O CPaB-
HEHUIO C BO3PACTHON HOPMOI. YPOBEHD AJIbJOCTEPOHA IIPU
3TOM ObUT HOPMAIBHBIM (175,1 rir/mut). I1pH ynerpassyko-
BOM HCCJIEJOBAHUY OPI'AHOB OPIOIMIHON ITOJIOCTH U IIOYEK
[1ATOJIOTMU HE BBIABJICHO.

Pannuii ie61or HC TpedoBan muddepeH InanbsHON 11a-
T'HOCTHKU C IEPBUYHBIMU M BTOPUYHBIMU 3200/1E€BAHMAMY,
XAPAKTEPHUIYIOIUMHUCS BPOKICHHBIM WIH IIPUOOPETEH-
HbiM HC [8]. OTpHLiaTeNnbHbIE PE3YIBIAThI JAO0PATOPHBIX
HCCIeoBaHui Ha cudunc (peakius Baccepmana), Tok-
comnasmo3s, renatut B, BUY 1 KpacHyXy (UCCIEIOBAHEI
METO/IJAMH UMMYHO-(DEPMEHTHOT'O aHAIN3a) TTO3BOJIMIN
HUCKIIOYUTD U3 JUPHEPEHINATBHO-JUATHOCTUIECKOTO
papa sropuunblii HC npu 31X 3a60neBanuax. OTpuLa-
TEJIbHBIE PE3Y/IBIATBI UCCIEAOBAHUN CBIBOPOTKHA KPOBHM HA
anTurena Kk JHK anTuHyKneapHbii (paktop, LE-KIeTkn, Kak
1 HETUITHMYHOCTD KIMHUKO-MOP(OIOINYECKON KAPTUHBI,
MO3BOJIMIN UCKIIOUNUTD BTOpHUHbI HC npy nH(paHTANb-
HOW CUCTEMHOM KPACHOM BOTYAHKeE. Ha OCHOBAHUY PE3Y/Ib-
TATOB MOP(POTIOTUYECKOIO UCCIIEAOBAHKA HE(PPOOUIITATA
6bU nCKIodeHbl HC (PMHCKOro THId, NAXOIATHYECKUN
HC npyt MUHUMaTBHBIX U3MCHEHUSIX, MEMOPAHO3HAS He(-
ponarys 1 JupPy3HBII ME3AHTHAIBHBIN CKIEPO3.

Hanuaue B pOAOCIOBHOM IBYX CHOCOB CO CIMHOMO3IO-
BBbIMU I'DBUKAMH, MHOKECTBEHHBIMU TOPOKAMU PA3BUTHA U
pauHni 1e6101 HC y mpo6aH/1a O3BOJSIN TPEATIONATATh
cunzpom Galloway [9]. [TocnefHUl IPEACTABIAET COOOH ay-
TOCOMHO-PEIECCUBHOE 3200/IEBAHUE C PAHHUM JIEOI0TOM
ropmoHopesucteHTHOro HC 1 qudysHbM ME3aHIUAIb-
HBIM CKJIEPO30M Y IETEH CO CIIMHOMO3IOBBIMU I'PBIKAMU U
JPYIUMU AaHOMAIMAMU LEHTPAIBHON HEPBHOU CUCTEMBL.
OtcyTrcTBHUE Y TPOOAH/IA AHOMAINI IIEHTPAIbHON HEPB-
HOI CUCTEMBI 1 HOPMAIbHBINA UHTEJUIEKT HE TIO3BOJIIN
OCTAHOBUTLCA HA 3TOM JIMATHO3E.

CoyeTaHue TUCTeHE3NH T'OHA/ C JKEHCKUM (DEHOTUTIOM
npu kapuortune 46, XY # paHHEro /1e6i0Ta TOPMOHO-
pesucrenTHOro HC BCcTpeyaercd npu AByX CUHAPOMAX:
Denys-Drash u Frasier [1]. Orcyrcrsue onyxonu Bunbmca
HE IPOTUBOPEYNT ArarHo3y Denys-Drash cungpoma s 50%
CJIY4a€eB, JyIA CUHIpoMa Frasier passuTre Onyxosnu BuimbMca
HEXAPAKTEPHO. MOP(OIOrnIeCKrEe U3MEHEHNUA B [IOUKAX
npu Denys-Drash cunpome npeacTasineHsl Judy3Hbm
ME3AHIUAJIBHBIM CKIEPO30M, U1 CUHApOoMaA Frasier xa-
pakTepeH (POKATBHO-CETMEHTAPHBIIN ITIOMEPYIOCKIEPO3.
OTIMYAIOTCA ¥ CPOKHU PA3BUTHA XPOHUYECKON TOUYECYHOM
HEJJOCTATOYHOCTU: ecnu 1pu Denys-Drash cunppome
HEOOXOJUMOCTD B 3aMECTUTEIBLHOIN NOUEYHON TEPAIUU
BO3HUKAET Yallle BCETO B PAHHEM IIKOJILHOM BO3PACTE, TO
npu Frasier cunzipome, HaIPOTUB, B ITO3AHEM IIOAPOCT-
KOBOM IIEPHOJE WIN JAXKE HAd TPETbEU-YETBEPTOU ACKAJC
Kn3HU. 062 COCTOSIHUSA XAPAKTEPUSYIOTCS TIOBBIIIEHHBIM
PHCKOM Pa3BUTHA F'OHAZOOIACTOMBL U TPEOYIOT B CBA3U C
3TUM NPOPUIAKTUUECKOIO YIAJIEHNS I'OHAT [2].

Ha 0CHOBAHMH BBIIECKA3AHHOI'O KJIMHUKO-MOPQOJIO-
TMYECKUH IMATHO3 AHU A. 6611 CDOPMYIMPOBAH Kak Frasier
CHUHZIPOM, (POKATIbHO-CEIMEHTAPHBIIN ITIOMEPYIOCKIEPO3
(HE(PPOTUIECKUI CUHAPOM, HEIIOJIHBIN, TOPMOHOPE3HU-
CTEHTHBIN); MAPLINAIbHBIE HAPYIIEHUA (DYHKINH ITOYEK
II-a crenenu; MyKCKOU IICEBAOrepMapPOAUTUIM C JUCTE-
He3uel roHay| ((KEHCKUE (heHOTUM pu kapuorute 46, XY).
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Habniogerus us npaktiku

® .1 Uanmkosa, O.B. Waroxuna, AK. bepewesa u ap.

YUUTBIBAA 3TO, PEOEHKY ObUIA OTMEHEHA CTEPOU/IHAA TEPA-
1151, IPOBOJMBIIAACS I10 MECTY KUTEIbCTBA U HE JJABABIIAS
apdpexra. C TMIOTEH3UBHOM, IPOTUBOCKIEPOTUUECKON U
AHTUIIPOTEUHYPUUECKON LE/IbIO ObUI HA3HAYEH KAIOTECH
(Bristol-Mayers SQUIBB, CIIIA) B cyrouHoti 103€ 50 Mmr. i
PAa3BUTHA BTOPUYHBIX KCHCKUX ITOJIOBBIX IIPU3HAKOB U
MHYKIIMN MEHCTPYATbHON (DYHKIIUN HA3HAYEHA 3AMe-
CTUTE/IBbHAS TEPAINA NIPENAPATAMU 3CTPOICHOBOI'O PA/IA.
B CBsA3M C BO3MOKHOCTBIO MAJIMTHU3ALUN T'OHAJ] U MATOY-
HBIX TPYO IPOBEICHO UX OUIaTEPAIbHOE yaneHue. [1pu
T'UCTOJIOIMYECKOM UCCICAOBAHUY BBIABICHO: JIEBAS TPYO2a
HMMeET HECKOIbKO NCTOHYEHHYIO CTEHKY, aHTHOMATO3HbIE
CTPYKTYPBI B OKPYKHOCTH, PYAAUMEHTAPHAA I'OHA/A 110
CTPOEHUIO OJIM3KA K IIPU/IATKY SNYKA, €€ KAHAIBIIBI PEZKO
JUCIUIACTUYHBL IPaBas TPyda — OOBIYHOI'O CTPOECHN,
PYOMMEHTAPHASA I'OHAA NIPESCTABICHA COCUHUTEIBHON
TKAHDBIO, MUEJIOOIACTAMU U COCYJAMU.

[TporHo3 60/bHBIX € Frasier cMHpOMOM 61arONpUATEH
B CJIy4a€ MPABMIBHOIO NOA00PA MOYEYHOIO TPAHCIUIAH-
TAT4, TAK KAK BO3OOHOBJICHUS B HEM IATOJOIMYECKOT'O
MIPOIIECCa OOBIYHO HE HAGIo1aeTces. [Ipy mogdope 10HOpa
TPAHCIVIAHTATa HEOOXOAUMO YUUTBIBATH BO3ZMOKHOCTD CY-
IIECTBOBAHMA MYTAIIMU B 11 XpOMOCOME Yy POAICTBEHHUKOB
KaK C KapUOTUTIOM 46, XY, TaK U C KapUOTUITOM 406, XX.

Cunjpowmsl, nofo6usle Frasier u Denys-Drash, gena-
I0T KAPUOTUIIMPOBAHUE U PAHHEE HEPPOOUONITUUECKOE
HUCCIEOBAHUE HEOOXOJIUMBIMU B BEJICHUHU OOJIbHBIX C
BPOXKIEHHBIM Win nH(panTwibHeM HC [1].

TaxrM 06pA30M, KIMHUKO-LIUTOI'€HETUIECKUE U MOP-
(podnonTrudecKre JAHHbIE ITIO3BOIMIN OIPEAEINTD IIPH-
poay ropMOHOpe3UCTEHTHOrO HC y HAGMOAABIIENCA HAMA
nanueHTKy. ClIeyeT OTMETUTD, YTO B IIOCJIE/JHUE TOJbI B
CBSI3U1 C HAPACTAHUEM HEGIATOIIOTYYHBIX KOJIOTMUECKUX
BOBZIECUCTBUI OTMEYAECTCS YBEIMYCHUE YUC/IA OOJIBHBIX C

TE€HETUYECKU IETEPMUHUPOBAHHON MTATOJIOTUEN, B TOM
YHCJIE U IOYEUHOM. DTO JIe/IaeT HEOOXOAUMBIM B CJIYUASIX
TOPMOHOPE3UCTEHTHOTO HC, BO M36EKaHUE HEHYKHOH U
NOAYAC JAKE BPEJHOM TEPAIIMU KOPTUKOCTEPOUIAMU U 111~
TOCTATUKAMH, OLICHUBATD BCE COITYTCTBYIOMINE IIPOABICHNSA
IIATOJIOTMH U, UCIIOJIb3Ysl KIMHUYECKUE, LIUTOTCHETHYC-
CKHUE, MOJIEKYJIIPHO-TEHETUYECKIE U MOP(OIOTMUECKUE
JAHHBIE, CBOEBPEMEHHO JJUATHOCTUPOBATH I'€HETUUECKUE
CHH/IPOMBL
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Crisis course of arterial hypertension

in an infant with glomerulonephritis
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Kniouegule c108a: demit, apmepuaisian 2unepmeH3us, 210MepyaoHePUum.

IIpeacTaBIeHO peaKoe KIMHUYECKOe HAGTI0JeHHe KPH30BOT0 TeYCHUS APTEePHATFHOM I'NIIePTEH3UH Y PEOeH-
ka4 et c riomepyaoHedpuToM. HEOGBIIHOCTD 3aKII0YAIACH B HECOOTBETCTBHH BBIPAKEHHOCTH APTEPHATBHOLM
THIIEPTEH3HH AKTHBHOCTH ITOYEYHOT'O IIPOLIECCA M B €€ TeUCHUH ¢ KPU3AMH U ABJICHHAMH dKIaMIIcuH. [unepreH-
3HMOHHbIE KPU3bI PA3BUBAIHCH HA (h)OHE HU3KO¥ aKTUBHOCTH HedpuTa. [IJIsI BBIIBICHUS IPUIHH HEOOBITHOTO
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