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HoBasg rereposurornas myramus reia POUIFI, accouuupoBaHHasA ¢
MHO2KCCTBCHHbIM I[e(l)l/lllI/ITOM rOpMOHOB a,ueﬂomnodm:-;a
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MyTtaumu B reHe POUTFT (OMIM#613038) SIBASIOTCS peAKOM NPUUMHON MHOXKECTBEHHOTO AepULIMTa FOPMOHOB aAeHOrMnogu3a
(MATA), KoTOpbIf XxapakTepusyetcst AeUMLMTOM FOPMOHA POCTa, TUPEOTPONMHOrO FOPMOHA U NpoAakThHa. Mpu MPT roaoBHo-
ro MO3ra BbISIBASIETCSI TMMONAA3MS NepeAHen AOAM runogusa. PacnpocTpaHeHHOCTb AQHHOFO 3ab0AeBaHUsl HEU3BECTHA, OAHAKO
YactoTta MyTaumit reHa POUTFT y naunenTtoB ¢ MAIA oT HeBAM3KOPOACTBEHHbIX BpakoB cocTaBAsieT 3—7 %, a CpeAn CeMenHbIX
cAyyaeB aocTuraeTt 25—52% Bo3moxeH Kak ayTOCOMHO-AOMMHAHTHBbIA, TaK M ayTOCOMHO-PELIECCUBHbIN TUM HacAeAOBaHMs. B
HacTosllee Bpemst onuncaHo 6oaee 30 mytaunin POUTFT y naumentoB ¢ MATlA. Y pebeHka 0TMEYaAOCh BblpakeHHOe OTCTaBa-
HUE B NMCUXOMOTOPHOM Pa3BUTUM, XapaKTepHble NMPU3HAKK AMCMOpPOreHesa, KpanHe HUM3kuin yposeHb MOP-1, HU3Kni ypoBeHb
cB.T4 1 NpoAaKTMHA, HOPMaAbHbI YPOBEHb KOPTU30Aa. [pK NPOBEAEHNM MOAEKYASIPHO-FEHETUYECKOTO MCCACAOBAHMS BbiIBACHA
reteposurotHas mytauns c.500A>G: p.Q167R B rene POUTF1. AaHHas MyTaums He 6biAa paHee onucaHa. [NauneHT npoaemoH-
CTPUPOBAA XOPOLLMWIA OTBET Ha Tepanuio pekoMOUHaHTHbIM TP (pl'P).

Katouesble cAoBa: MHOXeCTBEHHbIA AegpmuumnT aseHornnogpusa, CTr-aepuunt, ren POUTF1, pekombnHaHTHBbIA roOpMOH pocTa.

A novel heterozygous mutation in POUI1FI is associated with combined pituitary hormone
deficiency
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Mutations in the POUTFT gene (OMIM#613038) are a rare case of combined pituitary hormone deficiency (CPHD), which is char-
acterized by deficiency of growth hormone, TSH, and prolactin. Brain mri reveals hypoplasia of the anterior lobe of the pituitary
gland. The prevalence of this disease has not been fully studied, but it is reported that the incidence of mutations in the POUTF1
gene in patients with CPHD from nonrelated marriages is 3—7%, reaching 25—52% among familial cases. Both the autosomal
dominant and the autosomal recessive inheritance patterns are possible. More than 30 mutations in POUTFT have been described
in patients with CPHD. One child in the family had a pronounced delay in physical and psychomotor development, characteristic
signs of dysmorphogenesis, an extremely low IGF-1 level, low levels of ft4 and prolactin, and a normal cortisol level. Molecular
genetic testing revealed a heterozygous mutation c.500a> g: p.q167r in the POUTFT gene. This mutation has never been previ-
ously described. The patient showed a good response to the recombinant GH (rhGH) therapy.

Keywords: multiple pituitary hormone deficiency, GH-deficiency, POUTF1 gene PROP-1gene, recombinant human growth hor-

mone (rhGH).

Mytanuu rena POUIFI (OMIM#613038) siBnstior-
CsI peIKOM TIPUYMHON MHOKECTBEHHOTO Ie(pUITATA TOP-
MoHOB ameHorumodm3a (MII'A), KOTOpBIi MOXKET
BKJTIOUATh Ae(UIIAT coMaToTporrHoro ropmoHa (CTT),
tupeorportHoro ropmoHa (TTI) m mponaktura. s
TAHHBIX TTAIIMCHTOB XapaKTepHa TUITOINIA3MsI TIepeTHei
monu turnodusa, BeisgBasieMass npu MPT romnosHoro
Mo3ra. BcTpedaercss Kak ayTOCOMHO-IOMWHAHTHBIM,
TaK W ayTOCOMHO-PELIECCUBHBINA TUIT HACJeIOBaHUSI.
B Hacrosmiee Bpemst B Mupe omnrcaHo 6osee 30 pa3mad-
HBIX MyTaumii teHa POUIFI. B cratbe TipencTaBiIcH
ximHuueckuii caydait MIAT'A, oOycioBlIeHHBIA HOBOM
TeTepO3UTOTHOM MyTanuet rena POUIFI, mana KITMHU-
YecKasl XapaKTepHUCTHKa M ONMCAHBI pe3yIbTaThl 1-TO
ropa neyeHust pI'P.

Onucanume cayyas

IMauuenrt /., 2 roga 6 Mec, poXXIeH OT BTOPOii Gepe-
MEHHOCTM Ha 38-if Hemesle recralvu ImyTeM Kecapesa

CEUYCHMSI TI0 TTIOBOAY OMXOPHUATbHOM OMaMHNOTHIECKOM
npoitHu. JlnmHa Tema mipm poxnmenuu 48 cm (SDS:
—1,47), macca tena 2760 r (SDS: —1,95). Bropoii pebe-
HOK W3 IBOWHM — 300poBas AeBoYKa. bpak He 6/1m3Ko0-
POICTBEHHBIN, POOUTEIN IOeTell 3mopoBhI. PocT oTma
176 cm (SDS: +0,2), matepu — 170 cm (SDS: +1,33).
IlepBast 6epeMeHHOCTb — MOHOXOpUaJIbHAsl OMaMHU-
cTUYecKasl, OJIM3HEIbI, 3I0POBbIC MaJTbUMKU. B HacTosI-
IIee BpeMsI CTaplIM MajbuuKaM 18 jieT, ux pocTt co-
crasisieT 184 cm (SDS: +1,40) u 186 cm (SDS: +1,70).

B ponnomMe Ha 1-#i Hegesne >KU3HU Yy TTaLlMEeHTAa ObLIN
BBISIBJICHBI PELIMINBUPYIOIINE OSCCUMIITOMHBIE KETO-
THYECKHE TUIIOTIUKEMUN (TIMKeMUS 2—2,7 MMOJIb/IT).
B HeoHaTaqbHOM Mepuome oTMedaaach 3aaepKKa TICH-
XOMOTOPHOTO Pa3BUTHSI.

K ropoBasiomy Bo3pacTty obpaiiano Ha cedsl BHUMA-
Hue orcraBaHue B pocte. Kapmorun 46,XY. INauneHt
ObUT 00CTIeNOBaH SHIOKPUHOJOIOM, OUArHOCTUPOBAaH
BropuuHblii rurtotupeos (TTT 1,33 MmxkMEn/mn (Hopma
0,4—4,0), cB.T4 <0,30 ur/mu (0,89—1,76), peKoMeH10-
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BaHa 3aMeCTUTEJIbHAS TePaIus IEBOTUPOKCUHOM B 103¢
25 MKT/CyT, KOTOpYIO NAalIMEHT IOJydyal B TeYeHUE
2 Mec. 3aTeM MaTb CaMOCTOSITEIbHO OTMEHMJIA TIpUeM
JIEBOTUPOKCHHA.

B Bo3pacre 1 roga 7 Mec Maib4MK ObLI BIIEPBbIe 00-
ciaenoBad B ®I'BY DHII. YuuteiBas KpaiiHe BEIpaXKeH-
HOE OTCTaBaHUE B PU3MUECKOM Pa3BUTHU — POCT 56,5 cM
(SDS: —8,69), macca tena —5,3 xr (SDS: —7,88), Bbipa-
JKEHHas 3alepXkKa MCUXOMOTOPHOTO pa3BUTUS (pebde-
HOK CaMOCTOSITEJIbHO HE XOJIMT), XapaKTepHbIC ITPU3Ha-
K1 aucmopdoreHe3a (00JbIION BHICTYHAIOIINI JI00,
BbIpaK€HHAasl BEHO3HasI CETh Ha TOJIOBE, 3araBliasl Iie-
peHocUla U ToJyOble CKJIephl), — y MaureHTa ObL1 3a-
noao3peH Tskenblil BpoxneHHbiid MIT'A. ITpu n1abopa-
TOPHOM O0OCJIeIOBaHUU ObLI BBHISIBJIEH KpailHe HU3KUIA
ypoBeHb UDP-1 [<3 Hr/mi (8—290)], HU3KUiT ypOBEeHb
cB. T4 [<5,15 nmonb/a (11,5—20,4)] u mpojakTvHa
[62,2 MEn/m (60—510)], HOpMaJIbHbBIN YPOBEHb KOPTH-
3o0j1a [746 amonb/n (77—630)]. CoueTaHue TUITMYHBIX
KIMHUYECKUX U JJaOOPaTOPHBIX ITPU3HAKOB ITO3BOJINIIO
3al0J03pUTh MOJIEKYJISIPHO-TEHETUYECKYI0 TTPUIMHY
3abosieBaHus. [1pu IpoBeIeHUY MOJIEKY/ISIPHO-TEHETH -
YECKOTO MCCJICOBAHUS BBISIBJICHA T€TEPO3UTOTHAS MY-
tanus ¢.500A> G: p.Q167R B rene POUIFI. BoigBneH-
Hasl MyTallusl paHee He ObLIa onucaHa.

Bozo6HoBIeHa Teparus JIEBOTUPOKCUHOM, 4Yepes
2 Mec Hayara Tepamnus peKOMOMHAHTHBIM TOPMOHOM
pocta (pI'P). 3a 1 ron siedeHUs1 poCT MalMeHTa yBeJIu-
guiicsd Ha 20,1 cMm u coctaBun 76,6 cm, (SDS: —3,88)
(cM. pucynok). OT™Mevasiach 3HaUYUTEIbHAS TIPOTPECCUS
B TICUXOMOTOPHOM pPa3BUTHM: PeOEHOK cTaji 0oJjiee aK-
THUBHBIM, HayaJl CaMOCTOSITEJIbHO XOAUTh. Bce 310 Bpe-
MsI BTOPMYHBII TUIIOTHPEO03 ObLT KOMIIEHCUPOBAH; YPO-
BeHb M®P-1 HopManuzoBancs [102,9 Hr/mia (§8—290)].

OO0cyxaenune

3a mocneguue 20 eT 0OHAPYXKEH PsII TeHOB, MyTa-
LIMU B KOTOPBIX BBI3BIBAIOT PA3BUTHE TUIIOTTUTYUTAPU3-
Ma: ARNT2, GHI, GHRH, GHRHR, GHSR, GLI2,
HESX1, LHX3, LHX4, OTX2, PAX6, POUIFI, PROPI,
SHH, SOX2, SOX3.

[lepBoe ommcaHre MAIIMEHTOB C MyTALWSIMU B TeHE
POUIFI onyomukoBano B 1989 r. J. Wit u coasr. [1].
ABTODPHBI OITHCAIH IBE HEPOIACTBEHHEIE TOJITIAHICKHE CE-
MBH, B KOTOPHIX 4 13 10 meTeil UMeIn HeIOCTaTOIYHOCTh
ropMoHa pocta, nponaktuHa u TTT. [Tpu MPT ronos-
HOTO MO3Ta 00HAPYKeHBI HOpMaJIbHbIC Pa3Mephl TUIIO-
¢uza. ITanueHTH IEeMOHCTPUPOBAIN XOPOIIUI OTBET
Ha Tepanuio pI'P.

YacroTa BcTpewaemMocTy MyTanuii reHa POUIFI y
nauueHToB ¢ MAT'A oT HeOJIM3KOPOACTBEHHBIX OpaKoB
coctaBisieT 3—7%, a cper CeMEMHbIX C/Iy4aeB TOCTHU-
raet 25—52% [2—4].

Benok POUI1FI aBasieTcst TpaHCKPUNTOPHBIM (haK-
TOPOM, KOTODPBII PEryIHpyeT pa3BUTUE TUMOMH3A Y
MiekonuTammx. OH COmep:KUT ABa OCIKOBBIX JOME-
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Ha: POU-cneuuduueckuii nomeH u POU-romeogoMeH,
KOTOpbIe HEOOXOIUMBI JIJIsT BEICOKOA(GOUHHOTO CBSI3bI-
BaHus ¢ JIHK reHos ropmona pocta (I'P) u nponaktuHa
(ITpn) [5]. POU1F1 aktuBupyet akcnpeccuto reHa I'P u
IIpn yepe3 N-KOHLIEBOM TOMEH TpaHCAKTHUBaLIMU, Oora-
ThI TMAPOKCMIMPOBAHHBIMU AMMHOKHMCIOTHBIMU OCTaT-
Kamu [6,7]. B mepron pa3BuTus runodusa 3KCIpeccust
reHa POUIFI npenmectByet akcrpeccuu reHa CTI u
IIpn B comaTtoTpodax u 1aKTOTpodax COOTBETCTBEHHO
U SIBJISIETCSI OCHOBHBIM KJIETOYHO-CITeLIM(UUECKUM aK-
TUBATOPOM 3KCOPECCUM ITUX TopMoHoB [8—10].
POU1F1 yyacTByeT Tak:Ke B PETyIsILIUU FeHOB CyObeau-
Hull TTT. OgHako B oT/IMYME OT cOMAaTOTPOOB U JIaK-
ToTpooB B TUpoTpodax akcrnpeccust TTT mpemue-
CTBYET DKCIIPEeCCUM 3TOro pakTopa TpaHCKpunuuu [11].
Takum o6pazom, POUIF1 He sBiasgeTcs KJIETOYHO-
cnelnuduieckuM akTuBaTopom akcnpeccuu TTT .

K HacTosiiieMy BpeMeHU OIucaHo 25 peleCCUBHBIX
U 6 JOMMHAHTHBIX MyTaluii reHa POUIF 1, 13 KOTOPBIX
19 gBasIOTCSI MUCCEHC-MYTalMSIMU, 5 — HOHCEHC-MY-
TalUsIMU, 5 — MYTalMsSIMM, IPUBOJISIIIIMMU K CIBUTY PaM-
KU CYUTBhIBaHUs, 10 — KPYIMHBIMU AeJeLUsIMU T'eHa U 2,
KOTOpbIe TIPUBOAST K OINMOOYHON HACHTUDUKAIUU
npe-MPHK [12—135].

Hnsa manyeHToB ¢ MyTaiusamu reHa POUIF 1 xapak-
TepeH ToTaidbHbli CTT-geuuuT ¢ KpailHe HU3KUMU
nokaszatesMu UDP-1, BTopiIHbBINM THITOTUPEO3, KOTO-
pBIil 3a4acTyl0 AMArHOCTUPYETCS IEPBBIM M3 KOMIIO-
HeHTOoB MIT'A, 1 runonpoJlaKkTuHEMMUSI.

IMauuwenTtsl ¢ mytauumsimu reHa POUIFI neMoH-
CTpUPYIOT Xopoluit oTBeT Ha Tepanuio pI'P. B 2005 r.
P. James u coaBrT. [16] IMOKa3anu, 4TO TIPU PETYISIPHOMU
tepanuu pI'P SDS KoHeYHOro JOCTUTHYTOIO pocTa mna-
eHToB coctaBwi oT —1,0 1o —0,2.

B cBs3u ¢ TeMm uTto nuddepeHUMpPOBKa TUPEOTPO-
(oB HapyIaeTcsi BHyTPMYTPOOHO, Y IEeTei ¢ MyTallMs-
mu reHa POUIF1 nipu poxXIeHWU BbISIBJISIETCS OTCTaBa-
HHUE B IICMXOMOTOPHOM Pa3BUTUU M, BOBMOXKHO, CHU-
>KE€HME MHTEJUIEKTa.

B 1992 r. K. Tatsumi u coaBT. [5] onucanu 2 nauu-
€HTOK, POXKIEHHBIX OT OJM3KOPOACTBEHHOIo Opaka, y
KOTOPBIX ObLT TMarHOCTUPOBAH KPETUHM3M BCJIEICTBUE
BPOXIEHHOTO TMIOTUPen3a, a TakxkKe ToTalbHblil CTT -
nebUuuT U runonpogaktuHeMusi. [Ipu MonexkyisipHO-
TeHETMYECKOM 00CJIeIOBAHUY BHISIBJIEHBI MyTallMM TeHA
POUIFI. ®eHOTUIT TALIMEHTOK OBUT XapaKTePHBIM IS
BPOXIEHHOI'O TUIIOTUPE03a: OMYTIIOBATOE JIULIO, CEIJIO-
BUIHBII HOC, HU3KUI Tojloc U MMKcenema. Miamimast
cecTpa yMepJia OT acCIUpallMOHHONM ITHEBMOHUU B BO3-
pacte 2 mec. Poautenu nmalmeHTOK, a Takxke 5 ux opa-
TheB OBLIM 3I0POBHI.

B 1992 r. S. Radovick u coasr. [17] onucanu nauu-
eHTa ¢ MyTtauuei reHa POUIFI u BbIpaXeHHOU yM-
CTBEHHOI OTCTAJIOCThIO. ¥ MallMeHTa ObLUIA JMAarHOCTH -
poBanbl CTT-geduuuT U runonpojakTuHemMusi. Martb
MalyueHTa 340p0oBa, ONHAKO IPYrve WIEHBl CEMbU A
00ce10BaHus OBLIN HEOCTYITHEI.
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British 1968, height for age

Tpadien 1. Pocr naypmesra fl.

height (em)
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Pucynok. Poct naumenta A.

Huskuii ypoenb [Ipi y mammeHToB ¢ MyTalMsSIMU
rena POUIFI He TpebyeT METMKAMEHTO3HOTO JIEUEHMUSI.
OpnHako B ciiydyae OepeMEHHOCTH M POIOB JIAKTALIUST Y
TaKMX TAIIMEHTOK HeBO3MOXHa. IlopaxkeHne roHamo-
TpodoB IpU MyTaLMSIX JAHHOTO TeHa OTCYTCTBYIOT, 10~
3TOMY PETUCTPUPYIOTCS HopMaibHEIe ypoBHU JII', ®CT
¥ 3CTpagnoia y XEeHIIWH W TeCTOCTEPOHA Y MYKUWH.
IMameHTKH cOCOOHBI K CAMOCTOSITEJIbHBIM OepeMeH-
HOCTSIM.

B mutepatype [2, 18] onmcaHBI ceMeiHBIE cayJan
MJIT'A y nanmenToB ¢ MyTaumeii reHa POUIFI. Tak, B
1995 r. F. De Zegher u coaBr. [18] omucanu ciydaii
MATA y matepu n pedbeHKa ¢ myraumeit ¢.271 C>T B
rene POUIFI. OtcraBaHie B pOCTE OTMEYAIOCh Y MaTe-
pU ¢ paHHETO IeTCTBA. B Bo3pacTe 7 JIeT ee poCcT CoCTaB-
qst 80,4 cm (SDS: —7,2). YV manueHTK ObLT TUATHO-
CTHPOBAH BTOPUYHBIN TUITOTUPEO3, HA3HAUCHA TCPAITHSs
JIEBOTUPOKCHHOM, KOTOpasl PETryJIIpHO KOPPEKTHPOBA-
nack. CTT-geduuT ObIT IMAarHOCTUPOBAH JIUIITH B BO3-
pacte 10 et 9 Mec (MaKCHMaIbHBINM CTUMYIHPOBAHHBIN
ypoBerb CTT 0,1 ur/mi). [Ipu MPT roioBHOro Mo3ra
BBISIBJICHA TUITOILIA3Us TIepegHeil moimm TuIodusa.
brina HazHaueHa tepanug pI'P. CioHTaHHOE TTOJI0BOE
co3peBaHNe MPOM3OIIIO B Bo3pacTe 15 jeT, MeHapxe B
17 ner. B aTOM Xe BO3pacTe BIIEpBbIe ObLI BHISBIICH
HU3KU ypoBeHb [1pi1. 3aKpeITHE 30H pOCTa OTMEUCHO B
19 net. B cBs13u ¢ mo3gHUM HavayioM Teparnuu pI'P xo-
HEYHBI POCT IMalmMeHTKN cocTtaBui 149.5 cm (SDS:
—2,1). B Bo3pacre 29 jeT neByIIIKa CaMOCTOSITEIIBHO 3a-

o6epemenena. [Tpu Y3U na 33-if Henesne rectaiiuy obHa-
PYXeHBI MaJICHbKIE pa3Mephl O¢IpeHHOM KOCTH IUIOAA,
YTO CBUAETEIBCTBYET 00 OTCTaBaHUHU B pocTe. Pomopas-
pellleHne IMyTeM KecapeBa cedeHHUsI ObUTO ITPOBeACHO Ha
38-i1 HemesIe TeCTallUM B CBSI3M C TEM, UTO Y MAaTEPH pa3-
BWICSI TSDKEJIBI TUTOTHpPeo3. [Ipn ToTanmbHOM medu-
uute [1pyn 1oOUThCS TaKTalMKM He YIAJIOCh. Y HOBOPOX-
IeHHOU TeBOYKN OTMEYAIACh BRIpAXKCHHAS TUITOTOHHS,
OTKPBITHIIA CarMTTAJILHBIN IIOB 4Yeperna, CEeIIOBUIHBINA
HOC, YBeJTMICHHBIN SI3BIK, MUKCEIeMa 1 acIuT. JleBod-
K€ TPOBOJAMJIACH KOPPEKIUS TSIKEI0 HeoHaTaJbHOM
TUIIOTOHNY (BBeICHUE MOITAMUHA 1/MI J0OyTaMUHA).
HecMoTpst Ha 3aMeCTUTEILHYIO TEPAITHAIO JICBOTUPOKCH -
HoM U pI'P, pebeHOK OoTCTaBan B MCUXOHEBPOJIOTHAYE-
cKoM pa3Butum. B Bo3pacte 1 roga pedbeHOK nMMe HOp-
MaJIBHBIN POCT 1 MaccCy Tejla, OOHAKO COXpaHsSIach -
IIOTOHMSI, BBIPAXKEHHOE KOCOTJIa31e, HAaOII0IaIoch Ha-
pylreHue (puKcamy BHUMAHUS C TUIOXUM BU3YaJIbHBIM
1 CIIYXOBBIM KOHTAaKTOM.

3akAloueHue

Hainn nanuyeHT uMen KpaiiHe BbIpaskeHHOE OTCTaBa-
HUE B (pU3UYECKOM Pa3BUTUHU, YTO IOCIYXKUJIO ITOBO-
IIOM IJid paHHEro ooOpallleHUus K 3SHIOKPUHOJIOTY.
YV Manbumka MMeJIUCh XapakKTepHble 1J1s cuHapoma Jla-
pOHa OCOOEHHOCTU: TUITOIVIMKEMUU B PAHHEM BO3pac-
Te, paHHee 1 BhIpaxkeHHOE OTCTaBaHUE B POCTE, IIPe0o-
JIJaJaHM€ MO3TOBOM YacTU yepera Hald JUIIEBOM, TOJIy-
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Obie ckiepbl. OqHAKO HAJIMYKE BTOPUYHOIO IMITOTHpE-
032 I03BOJIJIO UCKJIIOYUThH JAaHHBIA OUAarHo3 Ha paH-
HEeM 3Talle 00CIe0BaHusI.

BbIpaxkeHHOCTb KJIMHMYECKOI KapTUHBI M CTEIIEHb
OTCTaBaHUS B POCTE ITO3BOJIMJIM B paHHEM BO3pacTe 3a-
MOA03PUTh MOJIEKYJISIPHO-TEHETUYECKYI0 OCHOBY 3200-
JIeBaHUSI W TIOATBepIuUTh ee 0e3 mposeneHus CTT-
CTUMYJISILMOHHBIX TTpod 1 MPT rojoBHoro Mo3sra (uc-
KJIIOUeHMEe OOBEMHOIO IpOolecca TUIOTaTaMO-CeILIsIP-
HOI 00J1acTH), KOTOpasi B TAKOM BO3pacTe BO3MOXKHa
TOJIBKO IO/ OOILIEl aHEeCTE3UEIA.

PanHee Havajio 3aMeCTUTEIbHOW TOPMOHAIbLHOM
Tepanuu npu gaHHoMm Buae MJII'A ocobeHHO aKTyasb-
HO, TTIOCKOJIbKY Ipy MyTauusix reHa POUIF1 BO3MOXHO
HayaJio CIOHTAaHHOTO Iy0bepTaTa, YTO JUMUTHUPYET Bpe-
Msl IMHEMHOTO pocTa pebeHKa.

DOI: http://dx.doi.org/10.14341/probl2017633169-173

leTtepo3uroTHasi MyTalMsi y JaHHOTO pebOeHKa
¢.500A> G: p.Q167R B rene POUIFI panee He Oblia
oIMcaHa.

JOITOJHUTEIBHAA NTHOOPMALIUA

Wctounuk ¢unancupoBanusa. Pabora BbINOJIHEHA NMpU CONEM-
crBur Donna nomnepku 1 pa3Butus dpunaHTponun «KAD».

Coraacue nanpenta. MaTb nauyeHTa JOOPOBOJIBHO MOANKcaNa
MHGOPMUPOBAHHOE COIVIacKe Ha MyOJMKALMIO IEPCOHATbHON MM~
LIMHCKOI MH(OPMALIMKM CBOETO HECOBEPLIEHHOJIETHETO ChIHA B 00€3-
JM4eHHo# (popme B xKypHaiie «[1pobiemMbl SHIOKPUHOIOTU».

KongukT unTepecoB. ABTOPbI JEKIAPUPYIOT OTCYTCTBUE SIBHBIX
U NOTEeHLIMAIbHBIX KOHGIMKTOB UHTEPECOB, CBSI3AHHBIX C MyOJIMKa-
LIMeil HaCTOSLIEH CTaTbU.

Baaronapnoctu. Kosektus aBropoB Giaromaputr Donn mon-
nepXku passuths dunantporu «KA®D» 3a momolbs B MPOBEACHUN
MOJIEKYJISIPHO-T€HETUYECKOro 00CIeJ0BaHNSI.
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