BBenenue

Axpoanzocto3-1 (ACRDYSI1) (OMIM:101800). — penkas
popMa CKEIETHOU AMCILIA3HUM, XapaKTCPUIYIOIIASICS TIKEIOU
OpaxugaKTUIIMEH, JTUIEBEIM JHU30CTO30M, HOCOBOU
TUIIOIJIA3UEN U HU3KUM POCTOM. BO3HUKAET B pe3yiIbTare
AKTUBUPYIOIUX I'€TEPO3UTOTHBIX MyTaui B reHe PRKARIA,
KOTOPBIE IIPUBOAAT K CHUKEHUIO YYBCTBUTEIBHOCTH
IMPOTEUHKUHA3bI A K TAM®, 4TO B CBOKO OUEPE/b
00yCJIaBIIMBACT Pa3BUTUE MHOXKECTBCHHOM TOPMOHAJIbHOM
PE3UCTEHTHOCTH YU AHOMAJIMM CKEJIETA.

IIpencraBi€eHHBIN KIMHUYECKUU ClIydarl IEMOHCTPUPYET
(PEHOTUNNYECKHUE U KIIMHUYCKHE OCOOCHHOCTH, CII0KHOCTD
OUArHOCTUKHU W TAKTUKY BEJICHUA MAIMEHTOB C JIJAHHOU
ITaTOJIOTUEM.

DOI'AOY BO «POCCUUCKNU HAIIMOHAJIBHBIU NCCJIEJOBATEJIBCKNU
MEJUIIMHCKAU YHUBEPCUTET UMEHU H.U. IINPOTrOBA» M3 P®D

KA®EJIPA DHIOKPUHOJIO0I'MN UM /]

KIMHHYeCKHHU CJIyYan: aKkpoan30¢To3 1 THIIa ¢ ropMOHAJILHOU

PE3UCTEHTHOCTHIO
IHoarorosuim: I'apoysosa O.E., Cnexosa U. /1., Topocsa A.A

doTorpadus B3ATAa U3 OTKPBITHIX
NCTOYHMKOB

Ha drororpadpum majpuuk 12 Jiet, crpazaroimm
ACRDYSI, Bb3BanHbIM MyTanen R368X B PRKARIA.
Oopainaer Ha ce0si BHUMAHME JIMIEBOM IM30CT03 U
THAIIOILUIA3A BEPXHEH YCTIOCTH K HOCA. A TAKIKE
YKOPOY€HHE BCEX MACTHHIX KOCTEH U (pajI1aHr

KiMHHYeCKHHA CJTydan

Pe6enok M., 3 roga 8 mecsinieB

AHAMHE3 JXM3HU: Mamsauk ot 2 OepeMEHHOCTH, IIPOTEKABILICH Ha (DOHE

I'C/1, anemum. Poniel 2-bie, Ha 35 Hepene recranyy. OueHka o mkajie Arrap 6/6

oamuioB. Macca tena 1500 1, mmHa - 42 cM. TspkecTh COCTOSIHMS B paHHEM
HEOHATAJILHOM IIEPHOIE ObLIa 00YCIOBICHA COIMYTCTBYIOMICH COMAaTHICCKOM
narojyiorved. . [Ipu pokaeHNM OTMEYanMCh KOCTHBIE aHOMaIIiHU (Opaxumakrams, 11

ap peoep) JABYCTOPOHHUM KPUITTOPXHU3M.

ITareHT BIEpBBIC 0OCIEAOBAH B YHAOKPHUHOJIOTHYCCKOM OTACIICHUHU B 3 rojia 8 MECAIIE:

IIpu ocMOTpe: BeIpakeHHAs 3aJepkka pocrta (poct 80 cm, SDS pocra -4,4), manble aHOMaINU
pa3BUTHS (OpaxMIAKTUINSA, BRICOKOE HE00, 11 map pedep), 3aaepKKa Ipope3bIBaHUs 3y00B,
KPUIOTOPXU3M, 3aJIEPKKA IICUXOPEUYEBOTO Pa3BUTHSL.

AHAMHE3 3ABOJIEBAHUWS: Ha ocHOBaHNM NaHHBIX HEOHATAJIHLHOTO
ckpunnara (TTI-406,2 MEn/mn, 17-OH-niporectepoH-874 HMOIB/T ), [T'opmonanbHbid Ipoduiab: AKTI 26,75 rr/ma, ITTT 49,39 nr/mn, koptuszon 466,4 amons/n, TTIT

OMOXMMHYECKOr0 aHaIn3a KpOBH (rUIlepKajmeMus-/,8 MMOJIb/JI,
runoHarpuemusi-126 Mmmons/in), Y3 muTOBUIHOM XKeJIe3bl (PacloI0KeHa
B TUIINYHOM MECTE, JIOMUPYIOTCS 00€ J0JIH, 3XOT€HHOCTh OOBIYHAs) ObLI

1,346 mEn/n, cB. T4 15,89 nMonb/11 (Ha (pOHE 3aMECTUTEIBHON Tepanuy JICBOTUPOKCUHOM
Harpus), MOP-83,3 Hr/min

MPT romoBHOT0O Mo3ra: 0e3 maroJIOrum.

BBICTABJICH AMArHO3: BPOXICHHBIM runotupeo3; BJIKH, conbsrepsromas

dbopMa. THHUIIMpOBaHa 3aMECTUTEIIbHAS TOPMHOAIbHAs Tepanus. B

BO3pacTe 2 MECSILIEB MPOBEIACHO MOJCKYISIPHO-TCHETUYECKOE

rucciaenoBanue: Yacreie Toueynsie myTanuu B reHe CYP21A2 He
oOHapykeHbI. [Ipn CEKBEHNPOBAHNY MAHEIM I'€HOB « BpOKI€HHBIN YuurbiBas 3AACPKKY (l)I/I3I/I‘IeCKOFO Ppa3sBUTHUHA, AHOMAJ/IUHN KOCTHOI'O

runotupeos3y - B reie PRKARIA (NM 002734.5) B 11 sk30HE

CKCJICTA U 1AaHHBIC MOJICKY/IAPHO-I'CHCTHYCCKOI'O HCCJICAOBAHNA ObLI

OOHapyX€HA 3aME€HA OJHOTO HYKJICOTHA B TETEPO3ZUTOTHOM COCTOSHUH
IpUBOAsAIIAs K 3aMeHe aMUHOKUCIOTHI €. 1004G>T,p.Arg335LLeu. beuio BbICTABJICH THAI'HO3. AKPOAU30CTO3 I Tuna (MYTaHI/IH resa pP RI(ARIA)a

[IPUHSATO PEIICHUE O IIOCTEIICHHOM CHUKEHUHM NO3UPOBOK T'MAPOKOPTHU30HA PE3UCTEHTHOCTh K TOPMOHAM. HpI/IHHTO peleHue o0 HHULMALIAA
1 (DIIyIpOKOPTU30HA aleTara 104 KOHTPOJIEM COCTOSHHUS ITalUCHTA, C /

Tepanuy COMAaTOTPONMHBLIM FOPMOHOM.

MCC KHU3HH TCPAIIWi ITIIOKO- 1 MUHCPAJIOKOPTHUKONUJAMHX OTMCHCHA.

3aKII0UCHU e

[IpencTraBiaeHHBIN KIIMHAYCCKUN CIIy4and JEMOHCTPUPYET OCOOCHHOCTH JUArHOCTUKH U TEUCHUS aKpOIU30CTO3a |
THUIIA, ACCOLIMUPOBAHHOIO ¢ T€TEPO3UroTHON Mmyrtanuen B rene PRKARI1A, nposBisionierocs BeIpaKe€HHbBIMU
(P€HOTUIMHMYECKUMH IIPU3HAKAMH U TOPMOHAJILHOM PE3UCTEHTHOCTHIO. /[MarHoCTHKA OCI0KHAIACh HAIMUMEM

COYECTAaHHOM COMATUYECKOM MATOJIOTHH, YTO NOTPEOOBAJIO IIPOBEACHUS TCHETHYCCKOTO TECTUPOBaHUA. OTCYTCTBHE

myTaund B CYP21A2 u BeisiBiieHHe nmaroreHHOro sapuanra PRKAR1A mmo3Boanin yTo4HUTS UArHO3 U IIPOBECTHU

KOPPEKIIMIO TAKTUKU JIECYEHUS, YTO ITOAUEPKMUBAET 3HAYMMOCTh TEHETUYECKON JUATHOCTUKH U HHIAUBUIYAIbHOTO

IOJX0/Ja K BEJICHUIO MAIIMEHTOB C PEAKUMH (D)OpMaMH CKEIICTHOM JUCILIA3HUU
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