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B nacrosiieil ”HCTpYKIUH MO NPUMEHEHHUIO (J]ariee — UHCTPYKIIMS ) U3JI0KEH
METOJ JMarHOCTUKU TEHETHMYECKHUX CHHJIPOMOB C O€CIUIOJueM, HHU3KUM
OBapHaJIbHBIM PE3EPBOM, AHOBYJISIIMEH, KOTOPHIA MOKET OBbITh HMCIIOJIb30BaH B
KOMILUIEKCE MEIUIIMHCKUX YCIYT, HAMPABJICHHBIX Ha JUArHOCTUKY T€HETUYECKHUX
OpUYUH OECIUIoNusi U CBOEBPEMEHHBIM U OOOCHOBAaHHBI OTOOp MAIMEHTOB,
HYKJIAIOIIUXCS B JOHAIIMH MOJOBBIX KIJIETOK.

Hacrosias uHCTpyKUMs npeaHa3HayeHa JJisi Bpadyeil-TeHEeTUKOB, Bpayei-
HHAOKPHUHOJIOTOB, Bpauel — aKylIepOB-THHEKOJIOIOB, HHBIX Bpadyeil-ClelualicTOB
OpraHu3aluid  3pPaBOOXPAHCHMS, OKa3bIBAIOIIMX  MEAMIIMHCKYIO  IOMOIIbh
MaIMeHTaM B CTAIlMOHAPHBIX U (WJIN) aMOyJIaTOPHBIX YCIOBUSX, U (MJTH) YCITOBUSIX
OTJICJICHUH THEBHOTO MPEOBIBAHUS.

HEPEYEHDb HEOBXO/IMUMOI'O OBOPYJOBAHUS, PEAKTUBOB,
CPEJICTB, U3JEJIMA MEJJULIMHCKOM TEXHUKHU

Y apTpa3ByKOBOW JMArHOCTUYECKUN anllapaT CPEIHETO WA BBICOKOTO KJlacca
C TpaHCa0JOMUHAJIBHBIM KOHBEKCHbIM gaTuukoM 4-7 MI'1; obopynoanue,
pearenTsl U peakTuBbl s BelaeneHus [IHK; oGopynoBanue u peareHThl Jis
BBIMIOJIHEHMSI MTOJIMMEPAa3HOW LEMHON peakuuu; oO0OpYyAOBAHHWE M peareHThl Jis
CEKBEHUpOBaHUs 110 CaHrepy.

[lepeueHbp WHBIX HEOOXOOUMBIX MEAMIMHCKHX HW3JEIHI COOTBETCTBYET
TaKOBOMY JUIsl MEIULMHCKUX HM3JEJIUNA, HEOOXOJUMBIX JJIs peaju3allid MEeToJa,
W3JIOKEHHOTO B MHCTPYKIMU Ul OKa3aHWS MEIMIIMHCKOW MOMOIIM MAlUEHTaM C
O€eCILIOUEM.

IMOKA3AHHMSI K MIPUMEHEHUWIO

[TepBuunas amenopes (N91.0).

Bropuunas amenopest (N91.1).

XKenckoe Oecruionue, cBsizanHoe ¢ orcytcTBueM oByisiiun (N97.0).

XKenckoe 6ecruioane HeyTouHennoe (N97.9).

VYka3aHHple 3a00JICBaHUS B COUYETAaHWM C HU3KHUM POCTOM, IOPOKAMH
pa3BUTHS, BPOXKICHHBIMH 3a00JICBaHHMSIMH, aIlla3ueii W THIMOIUIa3uell MarTKw,
aruIa3vel MPUIaTKOB, JBOWCTBEHHBIMY T€HUTATHSMH.

XpoMocoMHBIE aHOMaNWKM y aeTei: cuHapom TepHepa (Q96) m apyrue
AHOMAJINH TIOJIOBBIX XPOMOCOM, KeHckui peHotun Q97).

MHNPOTUBONIOKA3AHUA JJISA IPUMEHEHMUSA
OTCyTCTBYIOT.

OIINCAHHUE TEXHOJIOI'MU UCITOJIB3OBAHUSA METOIA
IlepBuuHasi MeIMKO-TeHETHYECKAS KOHCYJILTAIUS:

1. Coop anamHe3a.

2. COoop 1 aHanmu3 pOAOCIOBHOM.

3. [lepBUuHBI OCMOTp MAlMEHTA.

4. YnpTpa3ByKOBOW OCMOTp OpraHOB MaJIOro Tasa.



5. UccnenoBanue JFOTEUHU3UPYIOLIETO rOpMOHa (JIT) u
GOITUKYJICTUMYJIMPYIOIIETO TOPMOHa, aHTuUMIojuiepoBa ropmoHa (AMI') B
CBIBOPOTKE KPOBH.

6. UccnenoBanue kaproTuiia B TuM(OIUTAX KPOBH.

Menuko-reHeTH4ecKas KOHCYJIbTAllUsA no pe3yJjbTaTam
KAPHUOTHNIUPOBAHUSA U HHCTPYMEHTAJIBHOI0 HCCICAOBAHUS

1. ITpy mosy4eHUH HOPMAIBHOTO XKEHCKOro kapuotumna 46,XX mnanueHt
HaIIpaBJIETCA I KOHCYJIBTAllMM K Bpady — aKylLIepy-TMHEKOJIOTY OTIEJICHUS
BCIIOMOTATENbHBIX PENPOAYKTUBHBIX TexHonorud (BPT) mns pemenust Bompoca o
BO3MOXKHOCTH M METOJIaX MPEOJI0JICHUS OECIIIIONUSI.

2. Ilpu BeisiBnenun cungpoma lllepemesckoro — Tepnepa: xapuotun 45,X
WIM WHBIE HUTOTC€HETUYECKHE BapHAHThl X-XpPOMOCOMBI IIPH KEHCKOM (PEeHOTHIIE,
Ha3HayaeTcd aHanu3 KpoBu Ha AMI' u uccienoBaHue KapuoTUNa B OyKKaJIbHOM
SIIUTENUU JJ1S1 BBISIBIICHUS MO3anuLIU3Ma.

[Ipy ammazuy MaTKUu TAUUMEHT HaIpaBisAeTCs Uil KOHCYJbTallMM K
Bpauy — aKyliepy-ruHekosory ornaenenus BPT  mna  pewmenus Bompoca o
BO3MOXKHOCTH TPOBEACHUS BKCTpakoprnopanbHoro omiaogorsoperus (ODKO) c
JOHOPCKUMH SAULIEKIECTKAMH U IPUMEHEHHUS IIPOTPaMM CypPpOraTHOIO MaTEPUHCTBA.

I[Ipy HanMuuM TUNOIUIA3MM  MATKUM  HA3HA4YaeTCAd  3aMECTUTEIIbHas
ropmoHanbHas Tepanus (3I'T) nHa 12-24 mec. 3areM TPOBOJIUTCS KOHTPOJIHHOE
yibTpa3BykoBoe ucciegoBanue (Y3UW) st olleHKH TUHAMUKHA MPUPOCTA MATKU U
IIPU JOCTMIKEHNUN CPEIHMX IMOIYISUHOHHBIX 3HAYEHUN pa3MEpPOB MATKH MAlUEHT
HaIpaBJIETCS K Bpady — akylepy-ruHekonory oraeneaus BPT s pemenus
BOIIPOCA O BO3MOKHOCTH TTpoBeaeHUd IKO ¢ TOHOPCKUMH SULIEKIIETKAMM.

IIpu amarnoctuke cungapoma lllepemeBckoro — TepHepa y pebGeHka wuiu
MOAPOCTKA, PEKOMEHAYETCSI KOHCYJIBTALMSA JETCKOIO Bpada-dHAOKPUHOJIOTA IS
pemenust Borpoca o 3I'T. Marepu npobanma ¢ cunapomom IllepemeBckoro —
Tepuepa BwinonHsieTcss Y3U opraHoB Majioro Taza W uccienoBanue AMIT nis
paccMOTPEHUs BOBMOXKHOCTH MPOBEICHUS UHAYKIUU OBYJISIUU U BUTPUPUKALIUU
OOLIMTOB JUIA MOCIEAYOLIEr0 pOACTBEHHOIO JOHOPCTBA.

3.[lpu BosBIEeHUN Kapuotuna 45,X/46,XY u KeHCKOM (¢eHOTHIEe
npoBoautcs Y3U opraHoB Majoro tasa, MaxoBbIX KaHAJOB, MOJIOBBIX I'y0 C LENbIO
BBISIBJICHUSI TECTUKYJI M OLIEHKM HAJIU4Us U pa3mMepoB MaTku. [Ipu BHU3yanuzauuu
TECTUKYJI, TTAIMEHTKA HapPaBJsieTCs B rHHEKoJornueckoe oraenenue 'Y «PHIIL]
“Matp ¥ JuTA» IJI1 XUPYPTHUECKOTO YIAJEHUs TECTUKYI. MaTepuan yIaJleHHbIX
TECTHKYJI HAIIPaBJISIETCS. HA THUCTOJOTUYECKOE HCCIIENOBAHUE [JISI MCKIIFOUCHUS
rOHa100J1aCTOMBI ¥ KOHCYJIBTALIMK Bpauya-OHKOJIOTa pe3yJIbTaTOB UCCIIEIOBAHUS.

[Tocne ynaneHus TECTHKYJ IIPU arula3uyd MATKU MAlMEHT HAIpPaBISIETCS IS
KOHCYJIbTAllUM K Bpady — aKylepy-ruHekosnory otaeneHus BPT mis peuenus
BOIPOCa O BO3MOXXHOCTH TMpoBeaeHUss DKO ¢ AOHOPCKUMHU SMIEKIETKAaMU U
IIPUMEHEHUS IIPOTPaMM CYppPOTraTHOrO MaTEPUHCTBA.

IIpy rTHnDoOmWIasMM MaTKU II0CHE YOAJICHHUs TECTHKYJ W HUCKIIOYEHUS
roHazioonacromel Ha3Havaercs 31T Ha 12-24 mec. 3aTemM MPOBOAUTCA KOHTPOIBHOE
V3U 1 OUEHKW JUHAMUKHY IPUPOCTAa MATKU U IIPU TOCTHXKEHUHM Pa3MEpPOB MATKH
CPEIHMX IOIYJISLIAOHHBIX 3HAYCHUNM MAlMEHT HANPABIIETCA K Bpady — aKylepy-



ruHekonory oraenenuss BPT mns pemennst Bonpoca 0 BO3MOKHOCTH IIPOBEACHUS
OKO ¢ 10HOPCKUMU SUIEKIIETKAMU.

4. Ilpu BwigBieHuH Kapuotuna 46,XY u xKEHCKOM (PEHOTUIIE MPOBOAUTCS
MOJIEKYJIIPHO-IIUTOTEHETHYECKOE HcclieoBaHue Ha Hanuuue reHa SRY. Bceem
nanreHTaM BoInoJHAeTcs Y3W opraHoB Majioro ta3a, maxoBbIX KaHAJIOB, ITOJIOBBIX
ry0 C 1IeJIbIO BBISIBJICHUSI TECTUKYJ U OLEHKH HAJIMYUS U pa3MEpPOB MATKHU.

[Ipu orcyrctBuu rena SRY (46,XY, SRY-) nanueHT ¢ ama3zueil MaTKu
HaIpaBJISIETCS JJIsl KOHCYJIbTAIlMU K Bpady — akyliepy-ruaexonory oraenenus BPT
JUIsL penieHus Bompoca O BO3MOXHOcTH mpoBeaeHuss OKO ¢ moHOpckuMu
AUIEKJIETKAMA W TPUMEHEHUs MPOTrpaMM CypporatHoro martepuHctBa. Ilpu
HaJW4Yuu runoruiazuu Matku HasHavaetcs 31T Ha 12-24 mec. 3aTeM npoBOAUTCS
KOHTpoibHOE Y3U sl OLIEHKM NTMHAMUKHM MPUPOCTAa MATKU U MPU JOCTHKEHUU
pa3MepoB MATKU CPEIHUX MOMYJISIIUOHHBIX 3HAYCHUM MAlMEHT HaIpaBIIICTCS K
Bpauy — akyulepy-ruHekonory otaeneHus BPT pans pemenuss Bompoca o
BO3MOXHOCTH npoBeaeHust KO ¢ TOHOPCKUMHU STHIEKIETKAMH.

[Tpu namuuuu rera SRY (46,XY, SRY+) manueHTy npoBOAUTCS SKCIIEPTHOE
V31U v MarHuTHO-PE30HAHCHOE KCCJIEIOBAHUE OPraHoOB Mayioro Ttasza. llanueHt
HampapiseTcss B ruHekonorndeckoe ornaenenue I'Y «PHIIL “Mate u aguta”™» ajis
XUPYPrAYECKOTO YAAJICHUS TECTUKYJ W/WIU JUArHOCTUYECKOM JIamapOCKOIUH.
Marepuan yJajaeHHbIX TECTUKYJI HAITPABIIAETCS HA TUCTOJIOTMYECKOE UCCIEA0OBAHUE
JUISL KCKJTIOUEHHUSI TOHA100J1aCTOMBI M KOHCYJIbTAIllUM Bpada-OHKOJIOTa PE3yIbTaTOB
WCCIIEIOBAHMS.

[Tocne ynaneHust TECTUKYJ TIPU aria3uyd MATKU MAIlMEHT HAMpaBJISICTCS IS
KOHCYJIbTAllUM K Bpady — aKyliepy-ruHekosiory otaenenus BPT mnsa pemenus
BOIPOCAa O BO3MOXHOCTH TmpoBeaeHuss DKO ¢ AOHOpCKHUMHU SAMIEKIETKaMH U
MPUMEHEHUS TPOTPaMM CYpPpPOTaTHOIO MaTEPUHCTBA.

[Tocne ynameHWsi TECTUKYJd NpU TUINOIUIa3UM MaTku HazHadaetcss 3T
Ha 12-24 mec. 3aTteM mpoBOAUTCS KOHTpoJibHOE Y3U sl OLEHKH JUHAMHKU
NpUpPOCTa MATKU W MPU JIOCTUKEHHHM TOCIEIHEN CpeaHUuX MNOMYJISAIMOHHBIX
3HAYEHHUM MAUKWEHT HANPABISAETCA K Bpauy — aKylepy-ruHeKoJiory oraenenus BPT
JUISL pelIeHusi BOIpoca O BO3MOXHOCTH mpoBeneHuss OKO ¢ goHOpckuMuU
SIUTCKJIETKaAMH.

JAHK-uccnenoBanusi: mnpu HaIWUYUM TECTUKYJ WIH TNOATBEPKICHUU
nHpopMaru 00 yJajieHue MaxoBbIX TPhDK B JETCTBE MPOBOJIUTCS MOJICKYIISIPHO-
Ir€HETUYECKOE MCCIIeIOBaHUE CUHJIPOMA HEUYBCTBUTEIBLHOCTH K aHApOoreHaMm (reH
AR). Ilpu BeIsiBNeHUU MyTanuii B rene AR npu cuHapoMe HEUyBCTBUTEIBHOCTU K
aHjporeHam (X-CLEIUICHHBIM BApUAHT HACIICIOBAHMS ) PEKOMEHIYETCS POBEICHUE
KJIIMHUKO-1a00paTOpHOTO 00CIeAoBaHUs BCceX CUOCOB MpoOaHaa KEHCKOTO ToJIa.
PosicTBEeHHOE JOHOPCTBO SMIIEKJIETOK BO3MOXKHO TOJIBKO TIOCIE HCKIIOYEHUS
HOCUTENIbCTBA reHa AR (3Tarbl JMarHOCTHKU FEHETHYECKOTO CHHAPOMA HAPYIICHHUS
dbopmupoBanus noja 46,XY y manueHTOK ¢ aMEHOPEH MPUBEICHBI HAa PUCYHKE).
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PucyHok — JTanbl IMATHOCTUKHU F'eHETHYECKOT0 CHHAPOMA HAPYIIeHUs
¢bopmupoBanus nojsa 46,XY y naumeHToOB ¢ aMeHOpei

5. Ilpu BBISBIICHUU TpaHCIIOKAIIUU X;ayTOCOMa PEKOMEHIOBAHO MPUMEHEHHUE
BPT ¢ wucnonp30oBaHME — TOHOPCKOM — SIMUEKJIETKM  WIM  MPOBEIACHUE
MPEIUMIUIAHTAIIMOHHOTO TEHETUYECKOTO TECTUPOBAHUS.

INEPEYEHB BO3MOJKHBIX OCJIOKHEHWH WJIA OIIIUBOK ITPH
BBIIIOJIHEHUU U ITYTU NUX YCTPAHEHUSA

Ommbku MOryT OBITh CBSI3aHBI C HEMPaBWJIBHOW WHTEpHpeTanuen
pe3yIbTaTOB JIA0OPATOPHBIX HCCIIETOBAHUMH.



