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PEAKWA BAPUAHT CUHJPOMA MPAZEPA-BUNU

Onenes Anekceli Cepaeesud, [TapwuHa Hamanus BacunbesHa, Teipmosa J/lroomuna
BukmoposHa, HazopHas VipeHa MzopesHa.

CaHKT-MeTepbyprckuii rocyAapCTBEHHBIN NeanaTpUIeckuii MegLMHCKUI yHuBepcnTeT. 194100, CaHkT-lNeTepbypr, yA.
JlnToBcKas, 4. 2

E-mail: A.S.Olenev@gmail.com .

Kurouessle caoBa: cunnpom [Ipagepa — Buinn; HU3KOpOCIOCTE; 6€3 OyITUMHUH M OKUPEHUS;
TOPMOH POCTa.

Beenenne. Cuanpom [Ipanepa—Bwmmn (CIIB) mpencraBiser cobol CI0)KHOE MYIBTHCHCTEMHOE
COCTOSIHME, BBI3BAHHOE HAPYIICHHEM JKCIIPECCHUHU OTIIOBCKMX MMIIPUHTHHTOBBIX T€HOB 15-1 XpoMo-
coMmsl (Jokychl q11-13). Hamie Bcero (75 %) umeeT MECTO MUKPOJIENIEIIHSI XPOMOCOMBI 15 OTIIOBCKOTO
MIPOUCXOXKICHUS, peke — MarepuHcKas nzoaucomus. Coolmaercss 00 OTCYTCTBHE KIMHHYECKHX
pasznuymii Mexay OONBHBIMHU C MUKpOJIENEInel 1 N30 JuCOMHeH. B OONMBIIMHCTBE CiTy4aeB CHHIPOM
BO3HHKAET CIIOPAAMYECKH, HO B HEKOTOPHIX CUTYAI[UsIX MOTYT BO3HUKATh U ceMeiinble ciydau. CIIB
XapakTepusyeTcs HeOHATalbHOW MBIIIEYHOW TUIIOTOHHEH, HEJOCTAaTOuYHOW MpHOaBKOW Macchl Telna
Ha TIEpPBOM T'O/ly JKU3HH, a B JaJbHEUIIEM — Pa3BUTHEM T'UNepparud U OKUPEHHs, 3aMEJICHUS TEM-
OB POCTa, 3aJIePIKKOM IICXOMOTOPHOTO Pa3BUTHSI, TUIIOTOHAAM3MOM. XapaKTepHbI crienuduueckue
(heHOTHIIIIUECKME OCOOEHHOCTH: y3Kasi BUCOYHAS YaCTh Yepera, TUITONUTMEHTalNs, MaJIeHbKHe pa3-
MepHBI KHCTeH u cTynHed. [lokazaHo monoXuTenbHOe BIUSHIE Tepanui peKOMONHAHTHBIM TOPMOHOM
pocta (p-I'P) Ha anTpooMeTpUUeCKUE MapaMeTphl, a IPU Havaye JISYCHUs 10 | roja 1 Ha MOTOPHOE
pasButue, Onarogaps ynyqIIeHHIO MBIIICYHOH (YHKLUH.

Heanr uccaenoBanus. [IpoaHann3upoBaTh 0COOEHHOCTH KIMHUYECKOW KAapTUHBI U PE3yJbTaT
JUTATENIbHON 3aMECTUTEIbHOM Tepanuu nanueHTa npu cuapome [panepa—Bunnu.

MarepuaJjibl 1 MeTOAbI. B Xo7e riccieoBanust ObUT MPOBEACH 0030p IENIoTo psiia paboT 1Mo

npobieMe, IpoaHaTu3uPOBaHbl PE3yAbTAThl ATUTEILHOIO HAOMIOACHUS 32 MAUEHTOM C CHHAPO-
MoM [Ipanepa—Bunnu, He nmeromiero OyTMMHUN U H30BITOYHOM MAcChl Tella, TOIYYaloero pekoMon-
HaHTHBIH TOpMOH pocTta (p-I'P). OneHka aHTpONOMETPUYECKUX JaHHBIX OCYIIECTBISIOCH C TTOMO-
mreto0 mporpaMMbl Anthrocale ms nereit ¢ cuaapomom Ilpanepa—Brmm.

Pesyabrarsl. [IpuBoaum onricanre cOOCTBEHHOTO HaOMIoeHNs pebeHka ¢ cunapomom [panepa—
Bunmnu. OTmevanuch TUIHYHBIC UII CHHAPOMAa OCOOCHHOCTH MEPUHATAIBHOTO MEpUoa: MHOTOBO-
mue, poasl Ha 40 Hezene myTeM KecapeBa cedeHHs (0OOBHTHE MYTMOBHHBI BOKDPYT IIEH, STOAHYHOE
npeieskanue) ¢ Mmaccoit 2480 rpaMMoB U IITHHOU Tena 47 cM. JlmarHoctupoBaHa 3aaepikka BHYTPHU-
yTPOOHOTO Pa3BUTHS, MBIIIEYHAS TUIIOTOHMUS, THIIOKCHYECKH-NIIeMudeckoe nopaxkenue LIHC, nByx-
CTOPOHHMH KpuntopxusM. Ha nepBom roay sxu3au quddy3Has MbIIIeuHas THIIOTOHHS COXPaHsIIACh.
B 2,5 rona — Hu3BeneHNE MPaBOro SIMUKa B MOIIOHKY. B 3 rona ycranosien auarunos cuaapom [lpa-
nepa—Buim, moaTBep K ACHHBINA MOJIEKYIIPHO-IIUTOTEHETHIECKAM MeTO/IoM. PeOeHOK Haxoamics Ha
panroOHAIFHOM MUTAHWH, PU3HAKOB OYITMMHUN He oTMedanock. [Ipu oO6cnenoBanme B 4,3 Toma oT™Me-
YaJINCh HU3KOPOCIOCTh Ha (hOHE YIOBIETBOPUTENLHOTO MuTaHus (poct 92 cM, -1,5 SDS, macca
12,5 xr, UMT 14,8 kr/m2, -1,0 SDS), runonurMeHTaIus BOJIOC U KOXKHU, aKPOMHUKPUSI, TIOJIOBOE Pa3-
BHTHE JI0NTyOepTaTHOE, SUYKA 00beMOM | MII; JIeBOE B HIDKHEH TPETH MaxOBOI'O KaHaya, BRIBOAUTCS
JI0 KOPHsI MOIIIOHKH; TIPaBO€ Y BXO/a B MOIIOHKY; penis 3x1 cm. [IpoBenena ctumynsanroHHas mpoda
C KJIOHHJIMHOM, MaKCUMalbHBIH ypoBeHb ['P 1,78 Hr/mi (HOopma Oosee 10 HI/Mi), 9TO yKaszajao Ha
HEJIOCTAaTOYHOCTh ropMoHa pocta. Ha MPT romoBHOro mosra u rumnodusa yMepeHHas cMellanHas
ruaportedanus, mainbpopmarius ApHonba-Kuapu [. JlaHHBIX 32 HaTU4Ke MaToIOrnYecKux oOpa3zoBa-
HUW W aHOMAJIWH Pa3BUTHS THIIOTa’IaMo-runodu3apHoi oomactu He nonydeHo. C 4 JeT exeromHo
MIPOBOAMIIACH PEHTTeHOTpadUs Tyde3arsICTHBIX CyCTaBOB, KOCTHBIA BO3PACT BO BCEX MCCIIEIOBAHUAX
OTCTaBaJl OT acmopTHOTro Ha 2 roaa. B 6,3 net poct Huskuit 97 cMm (-2,7 SDS), moHMKeHHOTO NTUTA-
Husi, macca 14 xr, UMT 14,9 kr/m2 (-1,6 SDS). WucynuHononoOueiii ¢akrop pocta 1 (MDP-1)
42,9 ur/ma (Hopma 20-250). Ilo pe3ynbraraM MOBTOPHO MPOBEACHHOW CTUMYJISIIMOHHOW MPOOBI €
KIOHUJAWHOM (MaKCHMaJIbHBINA ypoBeHb [P 2,70 HI/MiT) moaTBEpKIeHA COMATOTPOITHAS HEA0CTATOU-
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HOCTh. KoHCYIBETHpOBaH HEHPOXUPYPTOM IO TIOBOY MasbhopMaruu ApHoasaa-Kuapu I, mokazanuit
JUIS HEUPOXHUPYPTUUECKOTO JICUCHUS HET.

C 6,3 et nocTossHHO noydaet npenapat p-I'P u3 pacuera 0,033 Mr/kr noakoxHo 1 pa3 B CyTKH.
Ha ¢oHne Tepanuu makcuMaabHasi CKOPOCTh POCTa B MEPBBIH U BTOPOH rog — 6 cm/rom; depes 1 roj
103 cm (-2,7 SDS); wepes 2 roga 109 cm (-2,2 SDS); wepes 4 rona poct 118 cm (-2,7 SDS); yepes
5 met poct 122,5 cMm (-2,9 SDS). B 11,5 ner BuepBbie OBLIO BBISIBICHO CHIKEHHUE YPOBHS CBOOOTHOTO
TUPOKCHHA Ha ()OHE HOPMAJILHOTO THPEOTPOITHOTO TOPMOHA; JMArHOCTUPOBAH BTOPUYHBIA THITIOTH-
peo3, Hayara 3aMecTUTeNbHas Tepanus L-tupokcunom 25 mr. Ha hoHe Tepanuu ypoBeHb CBOOOTHOTO
TUPOKCHHA MPH TMOCIEIYIOIMNX UCCIeI0BaHUAX HopMau3oBaics. B 13 mer poct 134 cMm (-2,7 SDS).
st yTo4HEeHHS TOHAIOTPOITHOM (DyHKIIMK THIIO(H3a MpoBeieHa mpoda ¢ TpuntopenrnHom: oteet JII,
OCI' — npomyOepTaTHBIN, 4TO YKa3bIBaJIO HA Ae(UIUT TOHAAOTPONUHOB. OT Tepanuu rumnoroHamo-
TPOITHOTO TMIIOTOHA/IM3Ma PEHICHO OBUIO BO3ZEPKATHCS JI0 JOCTHKEHUSI KOCTHOTO Bo3pacrta 12 Jer.
B 14,4 net poct 138 cMm, -1,9 SDS. 3a Bce BpeMs JeueHHs] OTMEUalach HEJOCTaTOYHAas Macca Tea 1o
otHomeHno Kk pocty, UMT cocrasmsn ot 14,1 mo 15,1 kr/m2, SDS ot -1,9 no -2,9. Ilpu atom ypo-
BeHb IDOP-1, ucciaemyeMplil €KETOaHO M1 OTICHKH IPUBEPKEHHOCTH M O€30MTaCHOCTH, COCTABIISI OT
164,4 o 250,9 Hr/Mn 1 He BBIXOIWI 3a MpeJenbl pe)epeHTHBIX 3HAYCHHUH IS COOTBETCTBYOIIETO
BO3pacTa.

3akaouenne. B KIIMHIYECKOM CHMITTOMOKOMILIEKCE ITAIIMEHTa ¢ TEHETUYESCKH MOJITBEPIKICHHBIM
cuaapomoM [Ipagepa—Buimm oTCyTCTBYIOT YacTO BCTpeUaroIuecs: okupeHue ¢ runepdarueii. me-
€T MeCTO Ae(UITUT MaCCHI TeIa M HU3KOPOCIOCTh C JOKa3aHHOW HemocTarouHocThio ['P. Jlnmurensuas
tepanus p-I'P okazanace Maso 3pdekTuBHA, YTO, O-BUIUMOMY, 00YCIIOBICHO WH/UBUYaIbHBIMU
KOHCTHUTYI[UOHAJILHBIMU OCOOCHHOCTSIMHU.
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