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Kacheapa 9HAOKPUHONOTMM ETCKOTO U MOAPOCTKOBOrO Bo3pacTa (3aB. — mpod. 3. M. KacaTkuHa)
PoccuiicKoil MeaMLMHCKOM aKagemMmmun nocneaunioMHoro o6pasosaqus, Mockea

KOHTposb 3a HOpMa/lbHbIM POCTOM pebGeHKa — ofHa U3 nep-
BOCTEMeHHbIX 3afjay [eTCKOro 3HAOKpuHonora. Hawbonee pac-
NpOCTpaHeHHOW aHOManveli pocTa ABNSKOTCS pa3HOO6pasHble Ba-
pUaHTbl ero 3afiepXKKu, BbisiBNseMble Y 3% pAeTeld. 3HAUMTENbHO
pexxe MOBOAOM AN BU3UTA K Bpauy CHYXMUT BbICOKOPOCOCTb.
Camas HeGnaronpusTHas Ans 3[40POBbS W XW3HW MpUYMHA rU-
raHTM3Ma y AeTell — COCTOSIHUSA, COMPOBOXAAEMbIE TMMeprpoaykK-
uveid comatotponHoro ropmoHa (CTI). B neavatpuyeckoii
npakTvKe MocnefHve, No 06LEeMY MPU3HAHUIO, COCTaB/SOT
3HOKPUHHLIN papuTeT [3, 5, 6].

TaK, No AaHHbIM 11-neTHUX HabnogeHWn 6onee yem 3a 800
[eTbMy B AMOYNIaTOPHOM LIEHTPe AeTCKOW 3HAOKPUHOMOMMN YHU-
BepcuteTckoro rocnutans North Shore 8 CLUA [5], B CTpyKType
naTonorMm pocTa 4acToTa BbICOKOPOC/MOCTM cocTasuna 2,5% —
.npumMepHo 75 cnyyaeB Ha 100 000 pgeTtckoro HaceneHus. [pu
3TOM Ha KaXK[bliA ClyYail obpalleHnst 3a KOHCynbTaumeld no no-
BOZ 4Ype3MepHOro pocta MPUXOAMNOCL OKONo 40 obpalleHunii B
CBA3M C €ro 3aJeP>XKON. VICTVHHBIA rMraHTu3m yCTaHOoB/IEH TO/b-
KO Y Kaxpgoro 5-ro pebeHka ¢ HeoOblYHO BbICOKMM POCTOM, WU
meHee Yem B 0,5% cpefu AeTeit ¢ OTKNOHEHUSMY B A/inHe Tena. C
[pyroii CTOpPOHbI, Mo AaHHbIM M. V. BanabonkuHa, Tonbko y 9%
60/bHbIX akpoMeranven Ae6toT 3aboneBaHNs NPUXOAMTCA Ha BO3-
pacTt fo 20 neT [1]. 3Tn cTaTUCTUYECKME CBEAEHNS elle pa3 noj-
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Puc. 1. TMokasaTenn BO3pPacCTHON AMHAMWUKKU pocTa 60nbHOW M.
(M no OTHOWEHWIO K MpeaenbHol rpaHuue Hopmbl (natoc 3
CTaH4apTHbIX OTKOHEHUS; 2).

M®P — nporHosvipyemblii (Mo pocTy poguTeneii) uHanbHbIi pocT (172 + 10 cm). Mo ocu
opAvHaT — abCconoTHbIE BENMYMHBLI pocTa (B CM; a), TeMnbl npupocTa (B cM/roa: 6); no
ocu abecumce — Bo3pacT (B rogax).
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YepKMBAKOT upe3BblYaliHyl0 pPefkocTb 3aboneBaHWl, MpoTeka-
IOLLMX C MATONOrMYECKUM MNpeBbILLEHEM pPOCTa B LEeTCTBe.

MprBoAMM COBCTBEHHOE HabNtoAeHMe.

Bonb nas M. n3 Benropofckoin 06nactu Brepsble rocnuta-
NN3MpoBaHa B OTAeNeHve AETCKOW 3HAOKpuHoMorum LieHTpasb-
HOM KAMHU4Yeckoi 6onbHMUbl No 3 MIC B Bo3pacTe 9 neT | mec
C XKanobamu Ha onepexkeHne B U3NYECKOM PasBUTUK, YBennde-
HWe pa3mepa CTON (3a MOCNeLHWIA rof cMeHwna obysb ¢ 38-ro Ha
41- pa3mep), npexneBpeMeHHOe N06KOBOE OBO/IOCEHWE U [O/0B-
Hyt0 60/1b B TeYeHVe roja.

13 cembK, rae MHOrO BbICOKOPOC/bIX POLCTBEHHMKOB MO SIMHUM
oTUa: Yy Aefa, poAHOro 6pata, ero B3poc/ioi godepu poct 180 cm,
y oTua — 187 cm, y 6paTa-cnbca 16 net - 184 cm. PocT matepu
170 cm. PacyeTHblii (h1Ha/IbHbIA POCT NaLlMeHTKX N0 POCTy poamTe-
nenn 172 = 10 cm.

Y matepu 1-9 6epeMeHHOCTb (ManbyvK) 3aBepLumiach Mep-
TBOPOXAEHVEM (HOXHOe MpeanexaHue, BbiNafeHne MyrnoBuHbI);
OT 2-ii GepeMeHHOCTM — CblH C A/IMHOW Tena Mpu POXAeHWN
52 CM, OMepvpoBaH MO MOBOAY ABYCTOPOHHErO KPUNTOPXM3Ma.
[eBouka — OT 3-ii HOpMa&/bHO NpOTEKaBLUel 6GepeMeHHOCTH,
Korga matepu 6bin 31 rog, otuy — 35 nieT; poabl Ha 42-ii Hepene
6epemMeHHOCTM, 6e3 OCNOXKHEHWI Npy poxkaeHun, macca 4300 T,
[nMHa 54 cM - HOpMaslbHble 418 FecTalMOHHOro Bo3pacTa. PaH-
Hee pa3BuTVe 6e3 OcobeHHOCTeR, ¢ 2 neT — 4vacTble OPBU, B
2,5 roga - BeTpsiHas ocna.

13 aHamHe3a 3a60/1eBaHUsA U3BECTHO, YTO B (DU3NYECKOM pas-
BUTUW OMepexkasia CBEPCTHWKOB C MEePBbIX NET XKMU3HW, MPU 3TOM
rMraHT3m (Korga pakTUYecKWin pocT MPEBbICUA KpalHWiA npe-
[len nosioBO3pPacTHOW HOPMbl MAKC 3 CTaHAAPTHBLIX OTK/IOHEHUS)
chopmmpoBasics K 3 rofam >usHu (puc. 1,4), a naTonornyeckoe
orepeXxeHne TEMMOB pocTa npocnexvsanocs ¢ 1,5-2 net (puc. 1,6).
Poguteneli B CBA3W C CeMeNHON BbICOKOPOCNOCTLIO 3TO He Gec-
NOKOW/IO, HO 3acTaBW/o BrepBble 06PaTUTLCA K NeanaTpy-aH40K-
PUHOMONY MO MECTY XMWTeNbCTBa B BO3pacTe pebeHka 8,5 ner,
Korfa 3a nonrofa o aToro Ae6TMPOBaIo NPeXAeBpeMeHHoe ny-
6apxe W NOABUNNCH Liedhanrum.

Mpw nocTynneHWy AeBo'rka 9 neT U3nYeCcKn pasBuTa Ha 18 fnet:
pocT 172 cM OnepeXxaeT CpPefHIO HOPMa/lbHYHO A1 NacrOPTHOMo
BO3pacTa BenmuuHy (134 cm) Ha 38 CM 1 ye HaxoguTcs Ha du-
Ha/IbHOM TFeHeTUYECK NPOrHO3MpyemMoM YpoBHe. HopmupoBsaH-
Hoe OTKNOHeHMWe (standard deviation score, SDS) ee thakTU4ecko-
ro pocra coctasuio +6,1 a, a TeMnoB pocTa 3a MocnefHuli rog
(12 cm) — +8,7 a. Macca Tena 58,5 Kr (Hopma Ha pocT).

Mpn ocmoTpe habitus — npusHakn akpomcranongusaumnu:
4epThbl MLA rpyodble, BblpaXeHHbIE HAAOPOBHbIE LYrK, YKPYNHEH-
HbIA HOC, AmacTeMa, MaKpOrj0Ccus, MacCcuMBHas BbICTYNatoLLas
HWKHSAS YeNtoCTb, YKPYMHEHHble CTOMbl. YMEPEHHO BbIPaXeHbI
CTUIMbl An33MOpuoreHesa (AMCMNACTUYECKME YLLHbIE PAKOBUHBbI,
y3Kuii 106, anTUMOHIONOWAHLIA pa3pe3 a3, runepTenopusmM
rNasHbIX Leneli ¥ COCKOB, ABOVHOE WCKPWB/IEHWE TPYAMHbI —
KWneBnaHas C NOXKO0OPasHbIM BLABMNEHMEM B HVDKHel TpeTu,
3anajeHvie BepxHUX pebep cnpasa, CKOAMO3 1pyAHOro W nosc-
HWYHOrO OTAENOB MO3BOHOYHMKA, MNOCKOBa/IbrycHas fedopma-
Lus cTon, caHfaneBuaHasn LWwenb). MMNepruapo3 KoXHbIX MOKpo-
BOB MO BEpXHEMy TuWMy, 06Wave MefKMX “poauMMbix NsTeH” na
cnvHe. Mo BHYTpPeHHUM opraHam - 6e3 0COGeHHOCTeW, 3a uc-
KHOYEHVEM TPaH3MTOPHOW Taxukapauu (4o 92-98 B MUHYTY) #
apTepuasibHoi runotoHun (go 90 n 60 mm pT.cT.). B HeBponoru-
YecKoM cTaTyce (Nno 3ak/OYEeHWIO CneupanncTa) — 3aTOPMOXKEH-
HOCTb, MeA/INTeNbHOCTb, MOTOPHas HEeNI0BKOCTb, /IErkas npasoc-
TOPOHHAS MMpamuiHas HeAoCTaTOYHOCTb (OMyLleHWe yrna pra,
CrNIaXXeHHOCTb HOCOTY6HOW CKMafKW, acCMMMeTpUA Ockana, AeBu-
auma A3blka), nepudepryeckas LepBrKanbHas HeLoCTaTOYHOCTb
cnesa (rMNOTOHMS M TUMOTPOGMSA MbIWL, Liewn), npeobnagaHue



CYXOXU/bHbIX pedeKcoB Ha NeBoi Hore. LLlMTOBMAHAA >Kenesa
He nanbnupyeTcs, KAVMHUYECKU — 3yTupeo3. CUMNTOMbI XBOCTe-
Ka 1 Tpycco oTpuuaTte/ibHble, CYAOPOr B aHaMHese He 6bl/o.
Monosas hopmyna: MaOP|/IxOMe0. TMponopumn 1 0BONOCEHNE
Tena, CTPOEHWE Hapy>XHbIX MOMOBbIX OPraHoB — MO XXEHCKOMY
Tuny. BblgeneHuii N3 COCKOB MOOYHbBIX dKene3 HeT.

KnuHnyeckne aHanm3bl KpoBW 1 mMoun 6e3 ocobeHHocTel. B
OMOXMMMYECKOM aHa/M3e KPOBM — 3HAYUTENbHOE MOBbILLEHVE aK-
TUBHOCTY LLieNoYHON hocthaTasbl (604 en/n npm Hopme o 220 ea/n)
MpY OTCYTCTBUM OTKNOHEHWI OCTaNbHbIX PYTWUHHBIX MOKasaTenei
1 T/IOKO30TO/MEpaHTHOro TecTa. MonoBoi xpomatvH 16%, Kapu-
otvn 46, XX. BennumHa akckpeuymn 17-keTocTepouaoB C MOYONA
(TpvKabl) — B HOpME.

KocTHbIli Bo3pacT cooteTcTBYeT 10 rogam. MporHo3 uHanb-
HOro pocta no KOCTHOMy BospacTy [4] - 204,5 cm (+3,25 a K
CpefHeMY FeHeTUYECKM MPOrHO3MPYeMOMY). PeHTreHonornyecku
TONLMHA MSAFKMX TKaHel CTomMbl (CKPUHUHT Ha akpoMeranuio [2])
yBenuueHa fo 23 MM (HopMa 18 B3POC/bIX XEHLUMH 21 MM), He-
60nbLLIOe 006bI3BECTB/IEHNE HO XO4y MATOYHLIX CYXOXWAWA. Ha
peHTreHOKpaHuorpamme - peskas runeprnHeBMaTu3alns OCHOB-
HOl nasyxu, Typeukoe cegio 10x6 MM He u3meHeHo. [Mpu
KOMMbKOTEPHO TOMOrpaum ronoBHOr0 Mo3a 06beMHbIX 06pa3o-
BaHWi He 0OHapyXXeHO, OTMeYeH rMnepocTo3 BHYTPEHHe nnac-
TUHKM NPaBOoi TEMEHHOI KOCTMW.

Mpn ynbTpasBykoBoMm uccnegoBaHum (Y3W) renatobunuap-
HOI CUCTEMbI, MOMKENYA0UHON XKenesbl, NoYek, HaAnoYe4HNKOB
1 CepAua CriaHXHOMErannu He BbISIBIEHO — pa3Mepbl OpraHoB
COOTBETCTBYHOT (IM3M4eCKOMY pa3BuTMiO. [lpu 3xokapauorpa-
(1M yCTaHOBNEH Mpofanc MUTpanbHOro knamaHa. Mpu Y3U wu-
TOBW/HOW >Xene3bl 06beM Kenesbl He yBennueH (9,6 Mn), CTPyK-
Typa NapeHxumMbl 0aHopoAHas. Mpu Y3W manoro Tasa pasmepbl
MaTKW U SUYHWMKOB COOTBETCTBYIOT MpemnyGepTaTHbIM, CTPYKTypa
0BapuanbHOM TKaHW reTeporeHHasl, ONUKYbl He BU3Yyann3npy-
toTes.

33I: yMmepeHHble 06LLIEMO3roBble M3MeHeHUs (ae3opraHu3a-
uus a-putMa, AugdysHoe pacnpefeneHne p-akKTMBHOCTM, peak-
UM aKrBaLMM Ha OTKPbIBAHME [/1a3 CHIKEHA). DX03MEKTPOHOr-
pamMma - 6e3 CMELLEHUs CPeAUHHBIX CTPYKTYP MO3ra, OTYeT/u-
Bble MPU3HAKM MOBbILLIEHNS BHYTPUYEPENHOTO [aBNEHNS.

3ak/oyeHre okynucta: 6e3 natonoruu; JIOP-Bpada: XpPOHW-
UeCKMit TOH3WNNUT; AETCKOTO TMHEKO/Iora: MepBUYHOI NaTonorum
Mo/OBbIX OPraHoB HeT.

KNMHUKO-aHaMHeCTMYEeCKMe fjaHHble (PE3KOe YCKOpeH!e TeM-
MOB /IHENHOrO POCTa, aKPOMEraionam3aUms) 1 UHCTPYMEHTaslb-
Hble MPU3HaKM (YTONLIEHWe MATKMX TKaHei CTOMbl, BHYTpUue-
penHas runepTeHanst) y AeBoUKM 9 NIET C MUraHTM3MOM U PaHHUM
ny6eptatom (6e3 CyL|eCTBEHHOTO OMEPEeXKEHsl CO3PEBaHMs CKe-
neTa, 6e3 MOPOKOB Pas3BMTMS MOMOBbLIX OPraHoB M 6e3 runepn/a-
31N HAANOYEYHNKOB) TPeGoBaIM UCK/OUEHUs MepBUYHOl rumno-
Tanamo-runogusapHoii  naronorun.  MpoBefeHo — crielyanbHoe
ropMoHa/bHOe 06C/efioBaHMe (CM. HUXKE), 10 MOMYyUYeHUs Pesysib-
TaToB KOTOPOro AeBoYKa Gbl/a BbINUCaHa.

MoBTOpHas rocnuTanMsauus 8 Mec CrycTs, B Bo3pacTe 9 net
9 Mec. 3a 9TO BpeMS POCT YBENMUWNICH elle HAa 6 CM. KOCTHbIiA
BO3pacT MPOrpeccypoBai Ha | rof, NaxoBoe OBOJSIOCEHME [OCTMI-
no P3. OTpuuaTtenbHOM AWHAMUKN CO CTOPOHbI APYTUX KIUHM-
UECKUX M PYTUHHBIX MapakIMHUYECKUX [aHHbIX, HA PENTreHoK-
pau1orpaMme, rnasHoM AHe U Npu Y3WM BHYTPEHHWUX OpraHoB He
0TMeueHo. COXPaHSNCS reHUTaNbHbIA UHDAHTUAU3M.

Mo AaHHbIM P3AMOVMMYHOMOMYECKOro aHam3a (gou, . B. 16-
parnmoBa) B KPOBW Pe3KO MOBbILUEH YTPeHHWA ypoBeHb CTI —
50,93 1 53,79 mKr/n (Hopma go 10 mMKr/n) n nponaktnHa — 78,88
1 79,14 mkr/n (Hopma fo 20 mMKr/n).

YpoeeHb CTI mocne Harpysku rtOKo30i (puc. 2, a) AocTur
MUHUMa/IbHOTO 3HauveHust (17,56 MKr/n; Hopma meHee 5 MKr/n)
yepes 300 MWH; Takas ocnabneHHas peakums Habnwgaetcs npu
naTosorMm cOMaToTPONHON (hyHKLUMM runodmsa. OTBeTHas peak-
umsa CTI Ha ctumynauuio b JODA (cm. puc. 2, a) Takke HOCK-
Na creunduyecknii n3BpaLleHHbIA xapakTep: Yepe3 150 MuH OT-
MEYEHO CHVDKEHME YPOBHA rOpMOHa Ha 60% OT MCXOLHOro, 4TO
TUMWYHO AN akpomeranmn [3, 5, 6]. KpmBas 3HaueHWin nponak-
TUHA Nocne CTUMYNALMM LepykanoMm (puc. 2, 6) nmena aHepru-
yeckuidi TN (HeJOCTOBEPHOE MOBbLILLEHME YPOBHS BCEro Ha 9%
yepe3 90 MWH, T.e. B Mpedenax CNOHTAHHOro pUTMa; A4/ 3L40pOo-
BbIX XapakTepeH MHOrOKPaTHbLIA NPUPOCT YPOBHS rOPMOHA Yepes
15-30 mMuH). Takum 06pa3om, BCe AMArHOCTMYECKMe NPobbl UMe-
NN NaToNOrMYecKnii XxapakTep, NPUCYLLWIA LeHTpanbHbIM Hapy-
LUEHMAM perynauum runodusapHbIX ropMOHOB M3 CeMencTBa Co-
MaToOMamMMOTPOMUHOB.
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Puc. 2. OuHamuka ypoBHa CTI (n) n MPJ1 (6) npu AnarHocTu-
YeCcKMX MepopanbHbIX TecTax ¢ rawko3oi (75 r; 7). L-AOPA,
(500 wmkr; 2) n uepykanom (10 mr; J).

Mo ocx opAnHAT — KOHLIEHTpaLMs rOPMOHOB W CbIBOPOTKE KPOBM (B MKr/n): no ocu abe-
umce BpeMs nocne BeBefieHUa TECTUPYIOLLIEro npenapara (B MVIH).

CopepxaHue roHagotponiwros (©CIM 9,48 ME/n, NI 2.03 ME/n),
nx oTHoweHune (PCI/IT 4,67) u KOHUEHTpauus acTpaguona
(11,7 nmonb/n) B Nepudgepnyeckoin KpoB/ COOTBETCTBYET KapTu-
He Hayana rnosiloBOro CO3pPeBaHNS.

OG6Hapy>KeHHble TOPMOHa/IbHbIE W3MEHEHUs, CBUAETENbCTBY-
IOLLMe O HA/IMUMK CMeLLaHHOW OMyxonu runogusa, SBUAUCH Be-
COMbIM OCHOBaHWeM A5 JUHAMUYECKOV PeBU3MM ero Mopgoso-
MYECKOro COCTOSIHUA C MOMOLLbH KOMMbIOTEPHON 1 MarHWTHO-
pe3oHaHcHOV Tomorpadun. Mpu KOMMbHOTEPHON ToMorpadun B
runogusapHoii siIMKe BU3yanusmpyetcs 06beMHOe 06pasoBaHMe
(okpyrnoii hopmbl, gvameTpom 11 MM, noBbilweHHOW ao 40 eq. H
NI0THOCTM), UHTEHCVBHO HaKariuBatoLlee KOHTPAcTHOe Bellec-
TBO; MapacennisipHas LMcTepHa paclumpeHa. Mpu MarHMTHO-pe3o-
HaHCHOIi ToMorpadun Hannume 3HAOCENNSAPHOIN afieHOMbI TUMo-
(hr3a NOATBEPXKLAEHO.

3aKMOUNTENbHBIN AMArHo3: MHTpacenspnas coMaToTponum-
NPONAKTUHMPOAYLMPYIOLLAs afigHOMa TMMogn3a, XPOHUUYecKast
BHYTpUYEpenHas runepTeHans y AeBOUKW 9 NIeT C KIUHUKOMA -
raHTM3Ma-akpoMerainu-paHHero nyéeprata. HasHaueHO KOM6M-
HUpPOBaHHOE MeaMKaMeHTO3HOe (Map/ofenom) 1 nyyesoe (Mporo-
1oTepaniisi) neyeHve.

Takvm 06pa3oM, OCOGEHHOCTAMU Cnyyas CredyeT MpusHaTb
hopmrpoBaHue TMNON3aPHOA OMYXONN CO CMELLaHHOM ropMo-
HaNbHOW NpoayKuyeld y IeBOYKM 33j01r0 A0 Havana nyGeprata —
c 2-3-neTHero Bo3pacTa, TOrfAa Kak paHee NojoGHble KasywucTu-
yeckuve Ans LeTCKOro BO3pacTa OMMCaHWsi 3HAUMTENbHO Yallle Ka-
CanCb ManbyMKOB-NOAPOCTKOB |3, 6].

OuddepeHypanbHas  AWarHoCTKa  TUraHTU3Ma  CIoXKHa,
BK/ItOYaeT 6onee 40 NaToONOrMYECKUX COCTOSHMIA (CcM. Mpunoxe-
HIE) M CeMEeHO-KOHCTUTYLIMOHANIbHYHO BbICOKOPOCIOCTb. HO B
OT/IMYME OT COMATOTPOMNMHOMBI BCE OHU MPOTEKAOT 6e3 nepBiy-
HbIX HapyLLUeHWiA CeKpeuun ropMoHa pocta. MpuBeAeHHOe Hab-
NOAEHNE [O/MKHO MPUBAEYL BHUMAHME KAWHWULMCTOB-NEeanaT-
poB K natonorumn cekpeuy CTI Kak BO3MOXHOV MpUUUHE Bbl-
COKOPOC/OCTU Y fETEVA.
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[pwn no xe nue

[eHeTUueckMe cUHAPOMbI (C.), COMPOBOXAaemble W30bITOUHLIM
pocTom

AkKpomeranongmam, cutis verticis gyrata, neikoma Amenus, pac-
LienneHHas BepxHsas ryba/vebo, ruapouedanus, Konoboma
pazyXKu

bekynTa-BugemarHa (Beckwith-Wiedemann) c. (cun.: EMG-c;
MYNOYHON FPbIXXN-MaKpPOrIOCCUN-TUraHTH3Ma C.)

Bunca (Beals) KOHTpaKTypHast apaxHoAaKrnams

Bpaxugaktunum-cumpanaHrmusma c. (cun.: 6paxuaakTuams, cuH-
[aKTUANSA, CKOMMO3, BbICOKOPOCNOCTb)

Bueepa (Weaver) c.(CMH.: KaMNTOAAKTUWS, YPe3MEPHO ObICTPbIN
pocT, Heobbl4YHOEe NML)

"eHepanm3oBaHHas nunogucTpogusa (cun.: Berardmelli ninnoguc-
Tpodun c.. Seip c.)

[MraHTU3M, OMepexeHWe KOCTHOTO BO3pacTa, rpy6blid  KprK
(cun.: Moreno-Zachai-Kaufman c.)

"mapouedanus, BbICOKOPOCNOCTb, KUOCKONMO3

[MNepTpuxo03, 0CTEOXOHAPOAMCTNA3US

"OMOHN CTUHYPUS

MXT103, yMCTBEHHas OTCTasI0CTb, MAaKpPOCOMUS, KONMOGOMbI (CUH.:
UXTIO3, HEBPO/IOTMYECKMEe aHOManuK; Zunich-Kaye c.)

KapnoTap3a/ibHblli  ocTeonu3, Hedponatms  (cuH.:  Thieffry-
ShurtlefT c.)

Koxcua (Cohen) c. (CMH.: TMNOTOHWS, OXXMPEHME, BbICTyMNaoLLme
pe3upl)

Cutis laxa, paclienneHHoe He6o, HeobblyHOe nMLO MapdaHa
(Marfan) c.

MaphaHoMaHbIA €. MHOXECTBEHHbIX BPOX/EHHbIX aHOManiA
(CWH.: KOHTpaKTypHasi apaxHo4aKruaus, AeekTbl cepaua,
rnas, UeHTpasbHOW HEPBHON CUCTEMbI)

MapthaHOWAHbIA CUHAPOM C KPaHMOCUHOCTO30M

MapdhaHounaHblli ¢. YMCTBEHHOIA oTcTanoctu, Tmn Fragoso-Cantu
(cuH.: Fragoso-Cantu c.)
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Mapwanna-Cmuta (Marshall-Smith) c. (cun.: yckopeHHoe co3-
peBaHVie CKeneta, MeANEHHbIA POCT, HeHOPMaslbHOE MKLLO;
Shurleffc.)

McTarepust

MWKCOMbI,  NIEHTUrO,  3HAOKPUHHAA  runepdyHkums  (cun.:
NAME c.)

Heso (Nevo) c.

MepnmarHa (Perlman) c. (cvn.: noyeyHas AuMcnnasvs, OMyxosb
Bunbmca, eTanbHblli FUraHTuaMm, ramMapTomMa)

MMUrMEHTHbIN PETUHWT, FyX0Ta, BUTUANIO

MceepomapdgaHmam (cun.: Dinno-Shearei—Weisskopk c.)

PyBankab6bi-Mupe (Ruvalkaba-Myhrc) c. (cuH.: CoTtoca c. + no-
IMNO3 TOMCTOM KUWIKW + MNUrMeHTauus KOXW MO0M0BOro
uneHa)

CumncoHa-Ionabu-bemena (Simpsoit-Golabi-Behmel) c. (cuH.:
Golabi-Rosen c.)

CKNCpocTCo3 (CWH.: KOPTWKa/bHbIA [UNEPOCTO3 C CUHAAKIU-
nneit)

Ctvknepa (Stickler) c. (cvn.: HacneACTBeHHas MpOrpeccupytoLLas
apTpoodTansmonatusi; Cervenka c.)

Tubwn (Teebi) TN YpeamepHO GLICTPOro pocTa c.

YMCTBEHHas OTCTa/loCTb, 3NUAENCUs, “NYKOBUYHbIA" HOC

Xpomocoma 1, YacTnyHasa gynamkaums 1 (g25-932)

Xpomocoma 4, yacTuyHaa aynnnkauus 4p

Xpomocoma S, Tpucomus 8 mozanumam (cum.: Warkany c.)

Xpomocoma 18, nHtepcTuumanbHasa feneHvs 18p

Xpomocoma d/u, 47XXY (Klinefelter c.)

X-CUeneHHbIA TuraHTusM (cuu.: c. gucmoptun-Tun CUMNCOHa;
c. 6ynbgora)

X-cuenneHHas YMCTBEHHas OTCTafocTb, MapaHOMLHOe CloXe-
Hue (cuH.: Lujin-Carlin-Lubs c.)

LlepebpanbHblii ruraHTU3M (CUH.: Sotos c.)

LlepebpanbHblil rMraHTU3M, YentoCTHbIe KUCTU

JpBapaca-lane (Edwards-Gale) c.
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